YAK 616.71-056.7-053.2-085 DOI: http://doi.org/10.30978/UJPE2024-1-24

OPUINHAABHI AOCAIAKEHHSA » ORIGINAL RESEARCHES

YKpaiHCbKMI XKypHAA AUTSHOT eHAOKpHHOAOTiT.— ISSN 2304-005X (Print), ISSN 2523-4277 (Online).— 2024.— N° 1.— C. 24—30.

HeapockoHaAui ocTeoreHes y Aiten:
AOCBIA, AIKYBaHHS

A.O. fluyHb, H.A. lNoraapaesa, O.0. Xopowia

HauioHaAbHa AMTSIYa criewiaAizoBaHa AikapHs «OxmMatamT», Kuis

Henockonanuii ocreorenes3 (HO) € reneTnunum possiaioM, XapaKTepU3YETHCS MEPEBAKHO TTOPYIIEHHAM CUHTE3Y KOJIa-
reHy Tuiy I, 1o TpU3BOANTH /10 KPUXKOCTI KiCTOK, YaCTUX TIePeOMiB, CKOTi03Y, HUI3BKOTO 3POCTY Ta iHIINX CHMIITOMIB.
3axBOpIOBaHHA 3/1€OLIBIIOTO MEPeJacThCs Bif GaThKIiB 0 JUTHHM i I0TO TAKKICTb MOJKE 3HAUHO BapiloBaTUC — Bijl JIETKO-
ro 3 KiJIbKOMa TIepesioMaMi 10 TSPKKOTO 3 GaraTbma TepesioMaMy Ta 3aJIy9eHHsIM {HIITUX OPraHiB i CHCTEM Opraismy.
Y crarri onucano miaxin 1o JgikyBaHHs Ta pesyJbrati tepanii 10 xiteii 3 HO.

Mera po6oTu — KoMILIeKcHe obcTeskenns aiteit 3 HO, mikysanns npemnapatamu 6ichocdoHatis Ta HOAANBIIHN CYIIPO-
BiJl MYJIBTHIMCITUILTIHAPHOIO KOMaH/I010 (haXiBIliB /IJIsl OIIHKY Tepartii.

Marepianu ta metomu. JIikyBaHHs 6yJI0 clipAMoOBaHe Ha MiHIMi3aIliio YaCTOTH MEPENOMIB i TIOKPAIIEHHS SIKOCTI JKUTTSI
naiienTis. OCHOBHI aCIIEKTH JIIKyBaHHsI BKJIIOUYAJIM: MeMKaMeHTO3He JiKyBaHHs (6icochoHaTH BUKOPUCTOBYBAIKCH ISt
3MEHIIEHHs KiCTKOBOI Pe30pOILii, 110 crpusic 36iIbIIEHHIO KiICTKOBOI MaCH Ta 3MEHIIIEHHIO KPUXKOCTI KiCTOK, a TAKO3K BiTa-
MiH D i xambIiif, SKki mpU3HAvYaIMCs A MATPUMKH HOPMaJbHOI MiHepasisamii KicTku); disnyHa Teparis (BKIOYaIa
BIIPaBU HA PO3BUTOK M’SI30BOI CUJIM, KOOPAMHALLT Ta MATPUMKY PYXJIUBOCTI CYrJI00iB, MiHIMI3ytOUU PUSUK TPABM ); BEJICH-
HS NALIEHTIB MyJIBTUAMCIMILIIIHAPHOIO KOMaHI010 (KOHCYJIbTallil OpTOIe/a, IICMX0JI0ra Ta inmmx (GaxiBiis 3a norpedu).

Pesyabratu Ta 0OGroBopeHHsi. Pesy/ibraTu JIKYBaHHS BUSIBUJIMCS MO3UTUBHUMU: 3a(DiKCOBAHO 3HMIKEHHS YacTOTU
MepeJIOMiB Ta MOKpaneHHs (PYHKITIOHATBHOCTI Ta SKOCTi JKUTTSI.

BucuHoBku. Yrupomosx 11 mic My BifgdHAuNIM 3HAYHE 3HWKEHHS MEIUYHUX YCKJIATHEHb Ta TTOJIMIIEHHS 3aTaJbHOTO
CTaHy 3/I0POB’sI yUACHUKIB [OCJIIJIKEHHS, 1110 JOBOJUTD BAKJIMBICTH KOMILJIEKCHOTO MiIXO/IY /10 JIIKYBaHHS HE[OCKOHAJIOTO
ocTeoreHesy.

Kir0u0Bi c10Ba: HEJOCKOHAIMIA OCTEOreHES, TIEPETIOME, OCTEOIIOPO3, AiTH, JIiKyBaHHs, GichochonaTu.

He/:[OCKOHaJIHf/’I ocreorerne3 (HO) — e rpyna pin-
KiCHUX CITa/IKOBUX 3aXBOPIOBaHb, OCHOBHOIO Xa-
PaKTEpPHOIO PUCOIO AKX € JIAMKICTh KiCTOK 3 TIaTOJIO-
riyHUMU TepesioMaMi i gecopmartieio KiniiBok. [le-
pebir XxBopobu MosKe BapiloBaTh BiJl JIEFKOTO 3 KiJIbKO-
Ma TiepesIOMaMu JI0 TSKKOTO 3 GaraTbMa mepesioMaMu
Ta 3aJyYEHHSIM iHIIMX OpPraHiB i CHCTEM OpraHiamy
[3, 4]. TIpuunHoio xBopoOM € MyTalliss B reHax, sKi
KOJIyIOTb KoJiareH Ty I.

3arasmpra yactota HO cranosuts 1:10000—20 000
HAPOJIKEHUX JKUBUMU JliTell 6e3 CyTTEBOT BiIMIHHOCTI
MiX giBUaTKaMu i xsormunkamu. OHaK 1eil TOKa3HUK
MosKe OyTH OiIbIIMM Yepe3 HeOCTaTHIO A1arHOCTUKY
Jerkux opm xBopodu [4, 5, 10, 20, 21].

Komaren tumny 1 — ocHOBHUIT OpraHiyHuii KOMIIO-
HEHT KiCTKOBOTO MaTPHUKCY i TOMY Biflirpa€ mpoBiIHY
pPOJb Y TIIJICHOCTI KiCTKOBOI TKAaHWHU. DBilbImicThb
(85—90 %) xBopux i3 HO matoTh MyTarii B renax
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COL1A1a60 COL1A2, 1110 KOAYIOTH 0L-JIAHIIOIH KOJIa-
reny tuny 1 [2, 6, 23, 24, 27]. 3axBopioBaHHS ycHa-
KOBYETBCSI 32 aBTOCOMHO-/IOMIHAHTHUM TUTIOM. Perita
BUMA/IKIB CHPUYUHEHI MYTaIligaMU B IHITUX TeHAX,
OB’ A3aHUX i3 GIOCHMHTE30M KoJlareHy, HuepeHIiio-
BaHHsSIM abo MiHepasizamieo. Taki Bapiantu HO
YCITAJIKOBYIOTHCS 32 ABTOCOMHO-PEIICCUBHIM, PiZITIe —
32 aBTOCOMHO-/IOMiHAHTHIM 1 X-34YeTJIeHUM THUIIaMU.
Myraitii de novo Tpamistiorbest y 6sm3bko 35 % mireit
i3 HO [4, 8, 24]. Hefrockonanmii octeorenes xapakre-
PU3YETHCS MIMPOKOIO TEHOTUIIOBOIO/(HEHOTUTIOBOIO
rereporennictio. Omnucano nouazx 1500 myTariit i3
KJTIHIYHUMU BUSIBAMH BiJl JIETKUX J10 JieTaibuux [2, 19].
Komaren yTBOpIO€ CTPYKTYPHY Ta MEXaHIYHY OCHO-
BY (MaTpHKC) He JIUIIE KiCTOK, a I TKipH, CYXOKHUJIOK,
POTiBKHM, CTIHOK KPOBOHOCHUX CYJUH 1 CIHOJYUHUX
TKaHWH iHITUX OPTaHiB, IKi TAKOK MOKYTb YPaKaTUCS
[2, 3, 19]. Tomy HO mae mupokuii fiaria3oH BUSBIB i
TsKKOCTi. KutiniuHi 03HaKu, Taki SIK 4acToTa MepeJio-
MiB, cuJia M’s13iB, KiCTKOBI jedpopmailii, 3Ha4HO BiJI-
pisHsOTHCS He sintie y pisanx tumis HO, a it y Mmexax
THUITY Ta HaBiTh O/IHI€T poANHN XBopuX |7, 23].
Kracudikarito HO xisbka pasiB meperJisiaiu.
¥ 1979 p. D.O. Sillence samnporionysas Kiacubikarito
[12], sixa TpyHTYETBCS HA KIIIHIKO-PEHTTEHOTOTTYHUX
XapaKkTepuCcTUKax i TUMax ycrnajKyBaHHS. BiakpnuTTs
MTaTOTeHHUX BapiaHTiB HOBUX T'eHiB, 110 KJIiHIYHO Tiepe-
KPUBAIOTHCA 3 TOMEPEHIMU THUITAMU, CIIPUIMHIIO
G6arato auckyciii. ¥ 2014 p. ES. Van Dijk Ta
D.O. Sillence [24] sanpornioryBasu meperyistHy TH KJia-
cudikailiio 3 ypaxyBaHHSM BUSBJICHUX TCHETUIHHIX
MOpYTIeHb cKeJieTa. Bysa Takosk 3arrporioHoBaHa ajib-
TepHaTUBHA (DyHKITIOHATBHA KTacudikailisd, aKa rpyH-
Ty€eTbCcs Ha MerabosiuHoMy Mexanismi [1, 7]. ¥V 6asi
nannx Online Mendelian Inheritance in Man Buko-
PUCTOBYETBCS 3MilllaHa TeHeTHYHa Kiaacudikaris 3
tumamu 3a Kiaacudikarieo D.O. Sillence ta naroren-
numu Bapiantamu redis COLTAT abo COL1A2, a Ta-
KOX i3 HOBUM TeHHO-KJacudikoBanum tunom [17].
[lepeBaramu TeHeTHYHOI K1acudikailii € BUSBICHHS
XapakTepy YCIaJKyBaHHS /71l KOHCYJIBTYBAaHHS i 1TPO-
(inakTUKM Ta MOKJIMBICTD TPYIYBAHHS JIJIST JIOCJIi/I-
JKEHHS METO/IiB JIIKyBaHHSI Ha OCHOBI €Ti0JIOTi1.
Haiixapaktepnimmm BusiBom HO € nepesiomu Kic-
TOK, SIKi HaifyacTillle BUHUKAIOTh Y TEPiojl IHTeHCUB-
HOTO POCTY JIiTell — BiJl pAHHBOTO IUTUHCTBA /IO CTa-
TEBOTO JI03piBaHHs. HacToTa 3a3BUYail 3MEHIIYETHCS
B MOJIOZII POKHM, ajie MOKE 3HOBY 30iJIbIIyBaTUCI B
MOAIBIIOMY SKUTTI. XBOpoOi TpuTamManHi i iHII
BugBu: gedopMmaliii KicTOK, XpoHIYHUN Oiab y HUX,
HU3BKU 3picT, nedopmartii xpedra, HU3bKA MIIJIBHICTD
KiCTKOBOI TKaHWHM, HecTablIbHICTh CyrIobiB, ciald-
KiCTb 3B'30K 1 M’g3iB, 3MiHU 3 GOKy ueperna (Ii3HE
3aKPUTTS TIM'sIUKa, 301/bIIeHIT 00BI/] TOJOBK), 3HH-
JKEHHST Y BTpaTa cIyXy (CIOCTEepiraeThes y MOHA
50 % oci6 i3 HO, moxe posmouarucst 3 20 pokis),
KPUXKICTh 3y0iB (HEIOCKOHAJIUI [eHTHHOTEHE3) Y
50 % oci6 i3 HO, upobieMu 3 auxaHHsM, 30KpeMa
actMa (BHACIIIOK fedopMaltil rpyiHOT KITKH Ta/abo
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nedopmaltii xpeOTa), MOPYLIEHHS 30PY, 30KpeMa KO-
POTKO30PICTb 1 PU3UK Bi/lllIapyBaHHs CITKiBKU, BTpaTa
€JIACTUYHOCTI TIKiPH, JIETKE YTBOPEHHST CUHIIIB, TPO0-
JieMu 13 cepiieM, GasusisipHa iHBariHaiist (cepiiozHa
HEBPOJIOTIUHA TATOJIOTis, 1110 CITOCTePIraEThCs B Malli-
€HTiB i3 Tsskunmu opmamu HO) [4, 12].

[Tepesomu KicTOK, SIKi BUHUKAIOTh YHACJIIIOK HEBE-
JiuKoi TpaBMu abo 6e3 Hel, YacTo € MepIo 03HAKOO
HasgBHOCTI B HeMoBagTn un autuan HO. Jlitn 3 Tsaxk-
kumu popmamu HO yacTo HapoKyIoThes 3i 31aMa-
HuMu Kictkamu. [1pu maiinomupenimntiit opmi (tur I)
JUTH OTPUMYIOTD TTEPIINH TepesioM Y pe3yJsbraTi 3B1-
YalHOI IIAIBbHOCTI — il Yac 3MiHU MATY3Ka, KON 1X
MIHIMAIOTh 00 KOJIM BOHU IIOYMHAIOTH CTOSTH 1 XO/[1-
tn. leaxi serki Bunagkn HO Tty I He giarHOCTYIOTD
JI0 THJITITKOBOTO 1 HAaBiTh I0POCJIOTO BiKY [7, 18, 23].

Henockonannii ocreoreHes 3anIIA€ThCS EPeBaK-
HO KJiHiuauM JgiarnHozoM. Haiitsokui hopmu HO
MOKHA JIIaTHOCTYBATH BHYTPIITHLOYTPOOHO. YIIbTpa-
3BYKOBE JIOCJI/PKEHHST MOYKe BUSIBUTH BUKPUBJICHHS,
HepeJsioME, BKOPOUEHHs abo 1HII aHOMAaJi KiCTOK, ajie
HaBiThb SKIIO YJIBTPA3BYKOBE JIOCJI/PKEHHSI BUKOHYE
BUCOKOKBasi(hikoBaHuii (haxiBerrb, Moke Oy TH HEMOK-
JuBo Touno BusHaunT Tun HO abo audepenniosaru
HO tumy [T ta I11 [9, 12]. [l iporro3y eheKTuBHOC-
Ti Teparmii Ta PU3UKY PO3BUTKY YCKJIQJHEHb, a TAaKOXK
JUIST TUIAHYBAaHHS CiM'T Ba)KJIMBE 3HAYEHHST MA€ TeHe-
TuyHa jgiarHocruka [10].

Mertorio nikyBanng 3asesxuo Big Tuiry HO € 3amo-
GiraHHst ab0 KOHTPOJIb CUMIITOMIB 3aXBOPIOBAHHS,
301/IbIIIEHHS KICTKOBOI MacH Ta M’ I30BO1 CUJIN, a TAKOXK
MAaKCUMAaJIbHA 3[ATHICTD JIIOAUHU Oy TH HE3aJIEKHOTO B
no6yTi Ta cycmiibersi [3, 9].

Bichochonatn — aHTHpe30pOTUBHI Tperaparu, sKi
€ CUHTeTUYHUMU anajioramu mipogocdary. Yuepiie
pospobiieti B 1970-x pokax. CriouaTky iX BAKOPUCTO-
BYBAJIM JIMIIIE B JIOPOCTUX 3 OCTEOIOPO30M Ta IPHU
xBopoOi Memkera. I3 cepenutn 1990-X pokiB mupoko
3aCTOCOBYIOTb JIJIs1 JIIKYBaHHs JIiTel i fopocyux i3 HO.
Bichocdonarn BigkmamaroTbes Ha TTOBEPXHI KiCTKH,
Je IXHIH eHgoIMUTO3 mHonepefHrKaMu abo 3piauMu
OCTEOKJIACTAMU CIPUYUHSIE 3arubesb KITHH (amor-
103). Takum ymHOM, GichochoHATH MIOTH MIJISTXOM
3HMKEHHST aKTUBHOCTI OCTEOKJIACTIB 1, IK HACJIIOK,
3MEHIIYI0Th pe3opoIio Kictku. OCHOBHOI METOM0
3aCTOCYBaHHS IIMX TpernapaTiB 3a HEJO0CKOHAJIOTO
OCTEOTeHE3y € 3MEHINIEHHS BUTIAJIKIB miepesiomiB [18,
21]. TIpemaparu Gichocdonaris, cxBajeHi Ympas-
JIHHSM 3 KOHTPOJIIO 32 SKICTIO XapYOBUX MTPOMYKTIB i
meamnkamenTiB CIIIA (FDA) ars npodinaktuku ta
JIKYBaHHS OCTEOTOPO3Y, BUKOPUCTOBYIOT JIJIsT 301J1b-
MMEeHHS MiHepaJabHOI NIIJIBHOCTI KiCTKOBOI TKAaHUHU
(MIIKT) B miTeil i OPOCTUX i3 MOMIPHUAM i TSKKAM
HO [2,9, 22].

3TiIHO 3 THCTPYKITIE€TO 30JIe[POHOBA KUCJIOTA HE MA€E
NPOTUINIOKA3aHb /ST JIIKYBaHHS JiTel BIKOM [0
17 pokiB, x0ua He BCTAaHOBJIEHO i1 Oe3meuHOCTi Ta ehex-
TUBHOCTI. IMOBipHO, (hapMaKOKiHETHKA 30J1€[POHOBO1
KUCJIOTU B JIiTEH i3 TKKOIO (hOPMOIO TOPYIIEeHHS
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OCTeoTeHe3y aHaJIOTIiUHA TaKiil y TOPOCINX Talli€EHTIB
[IPU 3aCTOCYBaHHI B €KBiBaJIEHTHUX /103aX (MT/KT).

VY mireparypi [1] onucani MmosxnBi mobiuHi peakiii
B Jireil Ha T/ mikyBauHs Oicocdoratamu: rocTpa
peakiiiss (JIMXOMaHKa Ta TPUIONOAIOHI CUMIITOMHU,
30KpeMa Tapsuka, 3arajbHuii Oib i O/0BaHH), sSKa
TPAILIAETHCS BIPOLOBK 24—48 roj y Gibiiocti aireit
TiCJIsT TIEPIIOTO BBEACHHS TIpernapary, 3pijika — Tilo-
KaJbIliEMis, SIKy KOPUTYIOTb JOJABAaHHAM KaJbllilo,
PY3HUK CIOBIJIbHEHOTO 3aTOEHHS YU HE3POIeHHST KiCT-
KU MiCcsA opToneAnIHux mporeayp. Huwni He icHye
YiITKUX KITIHIYHUX TTPOTOKOJIB MO0 JIKYBAaHHS Talli-
enriB i3 HO npenaparamu 6ichochonaTis, ToMy Kri-
HITIUCTU 1 TOCTITHUKU TTPOMOHYIOTh Pi3HI MOYaTKOBI
W TATPUMYBAJIbHI 1031 /I BHYTPIIIHBOBEHHOTO
BBe/leHHsT TamizporoBoi kucaotn (Bix 0,025—0,500
1o 0,5—3,0 mr/kr Macu Tia 1 pas Ha 100y POTATOM
3 nHiB, 3a MOTPEOH — 3 MOBTOPHUM YBEIEHHIM KOKHUX
4—6 mic) abo MepopaIbHOTO TIPeTapary HaTpito aeH -
ponary (1 Mr/Kr Macu Tijia, MaKCUMasibHa jjo3a — 20 mr
1 pas na no0y) [9, 11, 15, 16, 18, 22, 29].

[TamizpOHOBY KHCTOTY MOKHA BUKOPUCTOBYBATH Bijl
HApOJIKEHHS /10 MUIITKOBOTO BiKY. /{031 MOKHa 3Mi-
HIOBATH BIIIIOBITHO 10 K/IIHIYHUX BUABIB. [loBHMIT UK
CKIAIAETHCA 3 3 iHDY3ii, aKi BBoaATh 3 i 110 1 indy-
3ii Ha 100y. Iz wac nepiioi iHdy3ii BBOAATH MOJIOBUHY
PO3paxoBaHOi 03U JJIsT MiHIMi3allii TOCTPOl peakIril.
[lo31 He MAIOTh MIePeBUIILYBaTH 3arajioM 12 MT/KT Macu
Tiia Ha pik (To6TO 1 MT/Kr Macu Tijia Ha MiCsIIb).
[Ipemapat posunasioTs y 0,9 % po3unHi HATPifO XTOpHU-
1y a60 5 % PO34MHi TJII0KO3H 10 KOHIEHTPAIlii He Oijib-
e Hik 240 mr/mor. [IIBUAKICTD BBEZIEHHS He Ma€ riepe-
ButiyBatu 60 mr/Ton. Y mHemomat i3 HO tpusamictnb
indysii cranoBuTh 6—8 o1, o6 MiHIMI3yBaTU PUSKK
yekmmaiaenb. [lonaiiMentre meprmx ABa MUKW ingy3ii
PEKOMEeH/IOBaHO TIPOBOJIUTH Y Bi/UIIJIEHHI TPETUHHOTO
piBHsA, 11106 KOHTPOIIOBATH MOGIUHI eheKTH.

Tepariist GichochoHaTamm, 30KpeMa BHY TPIITHbOBEH-
Hi iH(Y3ii TamMigpoHOBOT ab0 30JIEPOHOBOI KUCJIOTH,
cTajia pyTUHHOIO POy polo st 36ibiments MITIKT
y miteit i3 momipanm i tskkum HO. Y Giitbiiiocti gocstij-
eHb y marientis i3 HO 6ichochonaru crpusiim 3Ha-
gytomy 30ibirertio MITTKT 3a qaHuMu JeHCHTOMET-
pii. He Bu3HaueHo, Kojau NOYMHATH JIIKYBaHHS, SIKUMU
HalleeKTUBHINTUMHI JI03aMU Ta TPUBAJIICTD JIIKYBAHHS.

JlikyBauHSI Ta crioctepeskeHHsa narienTiB i3 HO
PEKOMEH/IOBAHO TIPOBOIUTH B MEAMYHUX 1EHTPAX i3
HASIBHICTIO MYJIBTUAMCIUTIIIHAPHOT KOMaH/ U (haXiBIliB
(EeHZOKPUHOJIOTH, OPTOIIEH, PeabiiToNoTH, TeHeTH-
KW ), SKi MAIOTb I0CBi/l CyTIPOBOTY Takux XBopux [10,
20]. ¥ HarmionapHOI IUTSYOI CIETiali30BaHoil JiKap-
i «Oxmaraurs MO3 Ykpainu € MyJbTUAUCITUI-
JIIHApHAa KOMaH/a CHeIiaJiCTiB /Js1 MMOBHOIIHHOTO
00CTeREHHST Ta PO3POOKH MEPCOHAIZ0BAHOI TIPOTPAMU
JiiKyBaHHs it peabimitamnii gireit i3 HO.

Mera po60TH — KOMILIEKCHE O0CTEKEHHS AiTell 3
HO, snikyBanus mpenapatamu Oichochonaris ta
MO/IAJIBIITUN  CYTIPOBIJl MYJBTUIUCIUILTIHAPHOIO KO-
MaH/1010 (GaxiBIliB JIJIsT OI[IHKY Tepartii.
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3a nepioy i3 xxoBtHs 2022 p. 1o Bepecus 2023 p. y
BifiiyieHHI MUTSA4Y01 eHAOKpuHOJorii HarionaabHol
JMTSYOI crieniasiizoBanoi Jikapai «Oxmaraut» 6yJ1o
mpoJtikoBano 10 miteit i3 HO Bikowm Biz 3 mic 10 15 pokiB.
Cepen Hux 0yJ10 7 XJI0IUKKIB Ta 3 AiBYnHKN. /[BoE fiTeit
MoTIepeIHbO OTPUMYBAJIN JIIKYBaHHS IperapaTaMu
GicdochonaTis, perrrra po3IoYaIn TEPAIIIO BIIEPIIIE.

Posmonin 3a Bikom: 110 4 pokiB — 4 (40 %) nutummu,
Bizx 5 mo 10 pokiB — 2 (20 %), Big 11 xo 15 pokiB —
4 (40 %).

[TartienTiB 06CTERMUITN 3aTIEKHO BiJl KIIIHIYHNX BUSIBIB
(pentrenorpadist, IEHCUTOMETPis, TeHETUYHA JIiarHOC-
ThKa). B anamuesi B marientis 0yJi0 Big 2 10 22 nepe-
JiomiB pisnoi Jyiokagmizartii, 3umxennss MIIIKT pisnoro
CTYIIEHST 3a pe3yJibTaTaMu JIEHCUTOMETPIl. 3a JaHuMU
TEHETUIHOTO JOCTiKeHHsT, v 6 (60 %) miteit miarHoc-
tosano [ tun HO BHacinok myTaitii rena COL71A tatio
1 (10 %) BumnaKy iHIMX BapiaHTiB XBOPOOU: aBTOCOM-
HO-PEIeCUBHUN OCTEOMOPO3 i3 TICEBIOTIIOMOIO, CIIPHU-
YUHEHWN MaTtoreHHolo myraitieio rena LRPS, 111 tun
yHactifiok myTaitii rena COL1A2, XIX Tur, cuuapoMm
Enepca—/lanmoca. 3amekHo Biji TUITY 3aXBOPIOBAHHS
JITH MaJIu Pi3Hi KaiHiuHi Busu (tabor. 1).

[Tix gac KoxkHOI TocmiTami3alii marienTaM ITpPoOBo-
JIUJTA OIIHKY (Di3UIHOTO PO3BUTKY IIJITXOM BUMIipPIO-
BaHHS Ta OIIHIOBAHHS OCHOBHUX aHTPOIIOMETPUIHIX
MOKA3HUKIB: Macu Tijia, 3pocTy (JIOBKUHM) TiJa,
ingekcy macu tijia (IMT). BumiptoBanus 3pocty 1mpo-
BOJIMJIM 32 CTaHJIAPTHOIO METOIMKOIO 3 BUKOPUCTAH-
HSAM CTaIiOHAPHOTO POCTOMIpY 3 TiHOTO oAinku 0,1 cm
ypatiii 60conizk. OLUiHKY IIOKA3HUKIB 3POCTY 3/1IICHIO-
BaJM 32 PO3PAXyHKOM CTaHAAPTHOTO BiIXUJIEHHS BiJl
CEPeIHHOTO HOPMAJBHOTO TMOKA3HWKA IS JTUTHHU
BiJINIOBiTHOT cTaTi ¥ BiKy 3rifiHo 3 HopMaTtuBamu BOO3
[28]. Macy auTrHI BUMipIOBaJIM CTAHAAPTHUMU Bara-
Mmu 3 1inoio noaisiku 0,1 kr. BumiptoBanust npoBoauu
3panky Hattie. Po3paxoBysanu IMT 3a hopmyoio

IMT = maca risa (KT) : 3picT (M)

[nmexc Macu Tiza oIiHIOBANIN 32 MEPIEHTUILHIMU
rpacdikamu i Bignosiznoi crati it Biky (Cranmapt
MeanuHoi rortomoru « OKUPiHHA y fiTeli», 3aTBepsKe-
nwuii Hakazom MOJ3 Ykpainu Ne 1732).

3rigiHo 3 aHoM obcTexeHb yeiMm marientam i3 HO
MTPOBO/INJIM  3aTaJIbHOKJIIHIYHI aHai3W (3arajabHUi
aHaJIi3 KpoBi Ta ceui, 6i0XiMist KDOBI ), BUSHAYEHHSI PiBHST
mapaTropMony, Bitaminy D, kasbitito Ta hocopy 3 Biz-
TTOBI/THOIO KOPEKITIETO TP BUSIBJIEHH] TOPYTITeHb. Takox
ix orssiasv opromne, Jikap ¢hisudHoi Ta peabiyiTartiii-
HOI MEJIUITIHH, TICUXOJIOT, TEHETHUK Ta O(hTaTbMOJIOT.

VYei 6arbku aiteit i3 HO 6yiu noindopMoBati mpo
nito 6icdocdonaris, ixHi nepeBaru i MOKJINBI HACIIL-
KW Ta Miinucany inopMoBaHy 3rofty Tiepe IPOBeIeH-
HSIM O0CTEKEHHS I JIIKyBaHHSI.

[Ticig perebHOTO OOCTEKEHHS, BUSBICHHS MOXK-
JIUBUX PU3HUKIB Ta BIJICYyTHOCTI IPOTUIIOKA3aHb MTPU-
3HauasM JiKyBaHHs iHQYy3ismu Gichochonaris. Bu-
KOPHUCTOBYBAJIN TIAMIZIPOHOBY Ta 30JI€ZIDOHOBY KUCJIIO-
Ty 3aJIeKHO BiJl HASIBHOCTI IpemnapariB y JiKapHi.
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TabAmLS 1
KAiHiuHi BUSIBM Pi3HMX TMNIB HEAOCKOHAAOIO ocTeoreHesy, n (%)

KiAbKicTb nawjieHTiB

L. CuHApPOM ABTOCOMHO-peL.eCMBHUIA

KainiuHi BusiBY Pazom Tun | Tun HI Tun XIX  Eaepca— 0CTeornopos i3 nceBAOrAio-
n=10) (n=06) nm=1) (in=1) AaHaoca MOIO BHACAIAOK MyTauii
n=1) reHa LRP5 (n = 1)

brauHi crnepy o 10 6(100)  1(100) 1 (100) 1(100) 1(100)
(BiA CipOro AO CMHBOIO BiATIHKY)
C'K0/§|03 (rpyaononepekoBoro 4 2(33) 1(100) 0 0 1(100)
BiaaiAy xpe6Ta lI—IIl cTyneHs)
AgfbopMa!_llﬂ IPYAHOI KAITKM 1 1316) 0 0 0 0
(aiikonoai6Ha Il crynets)
[Aocko-BanbrycHa aecpopmadisa cton 3 3 (50) 0 0 0 0
BepTteGpaAbHi nepeaomm 6 3 (50) 1 (100) 0 1 (100) 1 (100)
3aTpumka pocty 3 1(16) 1 (100) 1 (100) 0 0
AediunT Macu Tina 5 2 (33) 0 1 (100) 1 (100) 1 (100)
boAboBUMIT cMHAPOM 10 6 (100) 1 (100) 1 (100) 1 (100) 1 (100)

Tabanugs 2

AMHaMika pocTy naui€eHTIB i3 HEAOCKOHaAMM OCTeOreHe3oM, sIKi MaAM 3aTPMMKY POCTY Pi3HOTO CTyneHs

AQ ToYarTKy Tepanii

Maujenr 3picT A0 AiKyBaHHS, CM 3picT yepe3 11 mic, cm
AiBunHKa, 1 pik 3 mic 72 (-2 SD) 86 (Hopma)

XAoMumK, 2 poku 79 (2,7 SD) 88 (-2,0 SD)

Xaonuuk, 8 pokis 8 mic 118 (-2,1 SD) 130 (0,9 SD)

Mpumitka. SD — cTaHAAPTHE BiAXMAEHHS.

TpooM mitsiM (1Bo€ OyJiut 3 mepInoi BiKOBOI rpyIin
Ta OfTHA 3 TPETHOI ) TPOBEZICHO ITUKIIN BBEJCHHS TTaMi/l-
POHOBOI KUCJIOTH, 7 (110 JIBOE JIiT€ll i3 MepIioi Ta Ipy-
roi BIKOBOI I'PYIN Ta TPOE i3 TPETHOI BIKOBOI IPyIN) —
30J1eZIpOHOBOT KUCJ0TH. OCTAHHIO BBOJIUJIN Y BUTJISAIL
OJTHOPA30BOi IMTPOJIOHTOBAHOI iH(DY3ii B TOYATKOBIl1 1031
0,025 Mr/xr macu Tijiia, a TAMiIPOHOBY KHUCJIOTY —
B TOYATKOBI# 11031 0,25 Mr/Kr macu Tina 3a 3—4 rof
tpuui monaug. [Ipn Hactynmuux indysigx mTpoBoaNIN
TUTPYBaHHS /1031 3QJI€3KHO BiJl TEPEHOCHOCTI Ta OTPH-
MAHOTO KJIHIYHOTO eheKTy (OCHOBHUM 3 SIKUX OyJia
BIZICYTHICTH HOBUX IIe€pejoMiB). 3arajoMm OyJIo IIpo-
Begeno 3 indysii bicdocdonaris ais 6 aiteit i3 I Tumom
HO, 2 indysii — ang 1 murunm 3 1 tumniom, 1 indysio —
st 2 piteit i3 1 tunom, 2 indy3sii — i 1 gutunu i3
cunzipomoM Esepca—/lanioca, 3 indysii — g 1 qu-
TUHU 3 aBTOCOMHO-PEIIECUBHUM OCTEOTIOPO30M i3
TICEB/IOTJIIOMOIO, CTPUYMHEHUM MATOTeHHOIO My TaIli€l0
rena LRP), 1 indysito — amst 1 qurunm 3 111 Tumom,
1 indysio — mig 1 gutunn 3 XIX Trmom.

Pe3y.TIbTaTI/I Ta Oﬁl’OBOpeHHﬂ

Yei narieatn 3 HO, ski oTpuMyBau JIiKyBaHHS
Gichoconaramu Ha 6asi Big/iieHHS eHIJOKPUHOJIOTI,
3a/I0BLJIBHO TIepeHecn JiikyBaHHs. Y 8 jiTeit 3apee-
CTPYBaJIM TUMYACOBI TOOIYHI SIBUIIA HIC/sI BBEACHHS

[Iperapary: «IPUIONOAIOHUI CHHAPOM> 13 TTiIBUIIIEH-
HAM TeMIiepatypu Tisa 10 38,8 °C micsig nepioi indy-
3iiy 7 (70 %) pireit, cybheOpuiibHy TeMieparypy Hicst
apyroi indysii B 1 (10 %) mautuaun. dus mikyBaHus
rimepTepMii 3aCTOCOBYBAJIU TIperapar MmapaieTamMoJry
y BiKOBiii /103i. [licsis TpeThoi iHdy3ii Ko IHOTO BUTIAI-
Ky TiIBUIIEHHS TeMTIepaTypH He 3adikcyBasu.

3MiHU piBHA KaJIbIi0 Ha TJ1i JiKyBaHHs 6icdocdo-
HATaMW B JKOJIHOI IUTUHU He BUSBUJIH 3aBASKH TOTIE-
pemHil aleKBaTHIN caryieMeHTaIlli KaJbIliio.

3a nepioj CocTepesKeHHd Y iTel, SKi OTpUMYyBaJIH
JiikyBaHHs Gicochonaramu, He 3a(hiKCOBAHO FKOTHO-
rO HOBOTO TiepesioMy. Yci fitu Ta ixHi 6aThKu Bijf3Ha-
YA CYyTTEBE 3MEHIIEHHsT a00 3HUKHEHHST GOJILOBOTO
cuHpoMy. HemoBiisTa, SIKI HE MOTJIN CIIOBICTUTH TIPO
IHTEHCUBHICTH OOJIBOBOTO CUHAPOMY, 3i CJIiB OaTbKiB,
CTaJIN CIOKIMHINTUMY, MEHIIIe TIJTaKaau I/ Jac mepe-
ONATaHHd, KyTaHHs, TOYaJdu XOAWTU BIEBHEHIIIE,
JIOBIO Ta 6e3 BTOMU MOIJIM CAMOCTIIHO [1epPecyBaTHCS.
Y nBox miTeit 3a Tepiofi CIOCTEPEKEHHS MPOTSATOM
11 mic TeMn poCTy TIPUTITBUAIIIBCS Ta TOCAT HOPMAJIb-
HOT'O 3HaYeHHS BiIIOBiAHO 110 BiKy (TabJ1. 2, pPUCYHOK).

Y yoTupbox fiTelt i3 nedinuToM MacH Tija 3a mepi-
o jikysanng IMT 36iabinBest abo HOPMaJi3yBaBCs.
O/uH NaIienT 3 OXKUPIHHAM CXY/[ 32 PAXYHOK PO3IIIH-
peHHst (Di3UIHOT AKTUBHOCTI HA TJIi 3HUKHEHHST 6OJIBO-
BOTO cuHApoMy (Tabu. 3).
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TabAnugs 3

Amnamika IMT (kr/m2) naui€eHTiB i3 HEAOCKOHAAMM OCTEOreHe3oM, siKi MaAu BIAXMAEHHS Bia Hopmu IMT

AQ ToYartKy Tepanii

Maujient IMT A0 AikyBaHHS MepueHTHAI IMT yepe3 11 mic MepueHTHAi
Xaonumk, 15 pokis 16,3 <3 17,3 <15
AiBunHa, 14 pokis 16,7 <15 17,8 Hopma
Xaonuuk, 13 pokis 16,1 <15 17,2 Hopma
Xaonuuk, 10 pokis 13,0 <3 14,3 <15
Xaonuuk, 12 pokis 27,4 >97 23,3 > 85
125 125
120 ~ 5 120
115 _— == 115
110 Lo 110
105 -~ _— = 05
100 — ==E ~__—-2100
3 9% BE o B=cs ESES = —~-3.95
T;’ 90 SEEESSToetoaEE: ESE — 90
& 85 = — 85
80 ptd aapE? N 80
75 77777777,’,’5 e e 75
70 S 70
65  f - 65
60 f - A7 60
55 % 7z 55
50 50
45 ¢ 45
Micaui "> 4 6 810 2 4 6 810 2 4 6 810 2 4 6 810 2 4 6 8 10
0 pokiB 1 pik 2 pokm 3 poku 4 pokun 5 pokiB

Bik (pokiB, MicsLLiB)

WHO Child Growth Standards: http://www.who.int/childgrowth/standards/cht_lhfa_girls_z_0_5.pdf

PucyHok. PocTtorpama AiBYMHKM 3 HEAOCKOHAAMM OCTEOTEHE30M AO Ta MiCAS AikyBaHHs 6iccpocchoHaTtamu

(CTPiAKOIO MOKa3aHO MOYaTOK AiKyBaHHS)

Y purunu Bikom 13 pokis i3 HO I tumy, sixka 1o
MOYaTKy JIIKYBaHHS Maja ocTeonopo3 (Z-score =
=-3,2), yepe3 11 mic MIILKT Bigmosizasa Hopmi
(Z-score = —0,7).

BucHoBku

Orpumani pe3yJbTaTH JE€MOHCTPYIOTH e(eKTuB-
HiCTb Ta Ge3IeYHICTh JIKyBaHHS AiTell Pi3HOTO BiKy
3 pisHuUMEU (GHOPMAMHU HEJOCKOHATIOTO OCTEOTEHE3Y
npenaparamu OicocdoHaris.

KOHGAIKTY IHTepeciB HEMaE.

BasxksmBo BYacHO /liarHOCTYBATH MATOJIOTIIO, TOUH-
HaTH JIKYBaHHS Ta CIOCTEPiraTu AiTei i3 HeloCKOHa-
JINM OCTEOTEHE30M Y CIIelliai30BaHuX IEHTPaX, JIe €
MOJKJIMBICTD 3aTyauTH Garathbox podiabHux haxis-
1B, PO3pOOUTH IHANBILyaabHY TIporpamy peabimitarii
JUISA 3a1100IraH s PO3BUTKY HE3BOPOTHUX 3MiH OpraHiB
Ta cucreM. Tomy Ha 6a3i mikapHi «OXMaTANT> TPOTOB-
JKYIOTDH JIIKYBAaHHS Ta CIIOCTEPEKEHHS JiTel i3 Helo-
CKOHAJIUM OCTEOTE€HE30M JIJIST OTPUMAHHST OLJIBIIO]
iHdopmariii, mob6 B MalilbyTHOMY BIIPOBAIUTU HAIII
PO3POOKHU I MOJIIIINATU AKICTD KUTTS MAIIEHTIB.

YyacTb aBTOpIB: KOHLEnNLUis AOCAIAXEHHS, 30ip maTepiaay, 06pobKka, aHaAi3 AiTepaTypHux AaHux, HanvcaHHs Tekcty — A.O. AuyHb;
aHaAi3 AiTepaTypHuX AaHMX, peaaryBaHHs ctatti — H.A. [Norasaesa; pesarysarnHs crarti — O.O. Xopouua.
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Osteogenesis imperfecta in children: treatment experience

L.O. latsun, N.L. Pogadaeva, O.O. Khorosha
National Specialized Children’s Hospital <KOKHMATDYT», Kyiv

Osteogenesis imperfecta (OT) is a genetic disorder primarily characterized by an impairment in the synthesis of type I
collagen, leading to bone fragility, frequent fractures, scoliosis, short stature, and other symptoms. The disease is mostly
inherited from parents to children, and its severity can vary significantly. This article describes the approach to treatment
and therapy outcomes for 10 children with osteogenesis imperfecta.

Objective — complex examination of pediatric patients with OI, treatment with bisphosphonates and further support
by multidisciplinary team of specialists for therapy evaluation.

Materials and methods. The treatment was aimed to minimize the frequency of fractures and improve the quality of
life of patients. Key aspects of the treatment included: medicinal treatment (bisphosphonates were used to reduce bone
resorption, thereby increasing bone mass and reducing bone fragility, as well as vitamin D and calcium, administered to
support normal bone mineralization); physical therapy (included exercises to develop muscle strength, coordination, and
joint mobility, minimizing the risk of injury); and management by a multidisciplinary team (consultations with an
orthopedist, psychologist, and other specialists as needed).

Results and discussion. The treatment results were positive, showing a reduction in the frequency of fractures and
improvements in functionality and quality of life.

Conclusions. Over the course of 11 months, the significant reduction in medical complications and improvements in
the overall health status of the study participants have been noticed, demonstrating the importance of a comprehensive
approach to the treatment of osteogenesis imperfecta.

Keywords: osteogenesis imperfecta, fractures, osteoporosis, pediatric patients, treatment, bisphosphonates.
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