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HEAOCKOHAJ/IMM OCTEOIEHE3 Y NPAKTULI
JNIKAPA-HEOHATOJ/IOT'A
(BZIACHE K/NIHIYHE CNOCTEPEXEHHA)

Koawéakina JI. B, Kpeyy H. M., Jlacmieka I. B.?, Ko3bma 0. M.?, Yuzypsin M. /.3

BykosuHcbkull deprcagHuli meduvHull yHisepcumem, 'kagpedpa nediampii ma dumsivux iHgekyitiHux
x80po6; ’kagpedpa nediampii ma meduuroi eenemuku; *0KHII «YepHigeybka ob.1acHa dumsiua
KAIHIYHA AlKapHsi», M. YepHigyi

Peswome. Bcmyn. HejockoHa/IM# ocTeoreHes — Iie rpyna ClaJIKOBUX 3aXBOPIOBAHb CIIOJIYYHOI TKaHUHY, Ki
XapaKTepHU3yIThCs AedPeKTOM CHHTe3y abo CTPYKTYpH KoJlareHy | Tumy, 110 CIPUYHHSAE NiJIBULIEHY JaMKiCTb
KICTOK.

Mema docaidxcerHs. Ha npukaazi KJiHiYHOTO BUIIAAKY 3 BJaCHOI NPaKTHUKHU PO3LIMPUTH 3HAHHS JiKapiB-
nejiaTpiB Ta HEOHATOJIOTIB 100 KJiHiKO-apaKJ/iHiYHUX 0COGJIMBOCTEN Nepebiry HeJOCKOHAJIOTO OCTeOoreHe-
3y 3 MaHidecTalji€lo B HeoHaTaJbHOMY Biljji.

Mamepiaau ma memodu. Y cTaTTi HaBeJleHO KJIIHIYHMI BUNAZOK LIOAO KJiHiKO-Mapak/aiHIYHUX Ta
MOJIEKY/ISIPHO-TeHETUYHUX 0CO6JIMBOCTEN Nepebiry He3aBepllueHOTo ocTeoreHesy Il Tuny.

Pezyabmamu docaidsxceHsb. 3a pe3ynbTaTaMu IPOBeIEHOT0 MOJIEKYISPHO-TeHETUYHOI0 LOC/i/I>KeHHS BUSIB-
sneHo myTauito reHy COL1A1, a came naTtorenHuil BapiaHT ¢.2533G>A (p.Gly845Arg) y reTepo3uroTHOMy CTaHi,
1110 MiTBEp/MJIO JliarHO3 He3aBepLIEeHOI'0 OCTeroreHesy.

BucHosku. IlpefcTaBieHUi KJAiHIYHUNA BUNAJ0K HEJOCKOHAJNOr0 OCTEOTeHe3y JeMOHCTPYE HeoOXiHICTh
MDKJMCLUIIIIHAPHOTO MiZX0A4Y B iarHOCTULI Ta JIiIKyBaHHI. BUpillla/IbHUM y IOCTAHOBLi OCTaTOYHOIO JiarHO3y
BC€ X 3a/IMIIAETbCA MeJUKO-TeHeTUYHE 00CTeXKeHHs.

Kiawo4oBi cioBa: He3aBeplleHUH OCTeoreHes, HOBOHApOJXKeHUH, MOJIeKy/JsAPHO-TeHeTU4YHe J0CJi-
JKeHHH.

Osteogenesis imperfect in the practice of a neonatologist (own clinical case)
Kolyubakina L.V, Kretsu N.M., Lastivka L.V, Kozma O.M., Unhurian M.D.

Abstract. Introduction. Osteogenesis imperfecta is a group of hereditary connective tissue diseases
characterized by a defect in the synthesis or structure of type I collagen, which causes increased bone
fragility.

The aim: Using the example of a clinical case from one’s own practice, to expand the knowledge of pediatri-
cians and neonatologists regarding the clinical and paraclinical features of the course of osteogenesis imperfecta
with manifestation in the neonatal age.

Materials and methods: The article presents clinical-paraclinical and molecular-genetic features of the course
of osteogenesis imperfecta II type.

Research results. According to the results of the conducted molecular genetic research, a mutation of the
COL1A1 gene, namely the pathogenic variant ¢.2533G > A (p.Gly845Arg) was found in a heterozygous state, which
confirmed the diagnosis of incomplete osteogenesis.

Conclusion. The presented clinical case of osteogenesis imperfecta demonstrates the need for an interdisci-
plinary approach to diagnosis and treatment. The medical and genetic examination remains decisive in making
the final diagnosis.

Key words: osteogenesis imperfecta, newborn, molecular genetic testing.

Beryn HOI TKaHWHU Ta CKeJIeTY, siKe NPOsIBASEThCA MiJi-
Hepockonanut ocreoredHes (HO, Hemocko- — BUIEHOIO JIAMKICTIO KicTOK, AedopMalii€to cke-
HaJjle KiCTKOYTBOpeHHs, osteogenesis imperfecta,  JieTy, HU3bKOPOCJIiCTIO, 6JJAKUTHUMH CKJIEpaMU,
XBOpo6a «KpULITAJIeBOl JIOJWHWU») BiIHOCUTb-  MPOTPECYIOUYUM 3HIKEHHSM CIyXy Ta aHOoMaJi-
csl 1o TPyl pifKicHUX GeHOTUIOBO Ta reHeTU4- €10 AeHTUHY [1, 2]. HO 3 olHaKOBOIO 4aCTOTOIO
HO reTeporeHHHUX CMaJKOBUX AUCIJIA3iH ClIoyY-  TpamJIsSeEThCS cepef AiBYaT i XJIOMYUKIB Ta npej-
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CTaBHUKIB pisHOMaHiTHUX pac [3]. YacToTa 3a-
XBOPIOBaHHA JOCTUMEHHO HeBiJjoMa, NpoTe, 3a
JaHUMMU Pi3HUX aBTOPIiB, 3aXBOPIOBAHICTb CTAHO-
BUTH npubsusHo 1 Bunazok Ha 10 000-25 000
*KUBOHAPOKEHUX [4].

YHacniok ynpoBaKeHHd B KJIHIYHY TpaK-
THUKY HOBUX F€HETHYHUX METOJIB JOCIiKeHHS
BUsIBJIeHO 6Gisbiie 1500 MyTaniii, siki BHeceHi 10
6a3u maHux BapiabeabHocti HO [5]. Ha choroa-
HillIHi# AeHb BifjoMo, 1m0 y 85-90% Bunaakis HO
06yMOBJIeHi aBTOCOMHO-A0MiHaHTHUMU MYyTalli-
sIMM, XO4a MOXJIMBI I CHOHTaHHI MyTallii, AKi BU-
HuKaTbh y reHax COL1A1 Ta/ a6o COL1AZ2. Ile
IIPU3BOAUTDH [0 KiZIbKICHUX I AKICHUX 3MIiH Ko0J1a-
reHy 1-ro Tumy, IKU# € TOJIOBHUM KOMIIOHEHTOM
MaTpPUKCY KICTKH, 3B’A30K Ta WKipu. [Ipu npomy
Bi/I3HA4Ya€ThCA ab0 JePpeKT NepBUHHOI CTPYKTY-
pu 6in1Ka, a6o oro HelocTaTHE BUPOOJIeHHs. Pe-
mta 10-15 % 3axBoploBaHb 06YMOBJIEH] My Talli-
sIMM B reHax 6iJIKiB, AKi IpUIMaIOTh y4acTh y 6i-
OCUHTe31 MOJIEKY/IM KOJIareHy. 3a HasgBHOCTI Ta-
KUX MyTallill KJIITUHU BUPOOJISAIOTh CyMill HOP-
MaJIbHOTO Ta aHOMAJILHOTO KOJIareHy, BHACAII0K
4yoro ¢eHOTUN 3aXBOPIOBAHHS Bapiloe Bij, Jierko-
ro /10 HECIIPUST/IUBOrO nepebiry [6].

Ha migcraBi K/IiHIYHUX Ta peHTrOJIOTIYHUX
JaHux y 1976 porni 3anponoHoBaHo Kjaacudika-
niro HO [7], ska oxonu/ia YOTUPU TUIIH 3aXBOPIO-
BaHHS, sKi Ha JaHUH MOMEHT HalyacTille Tpa-
IJISIIThCS B KJAiHIYHIN npakTuui. [-i Tun - Jer-
Ka $popMa, siKa XapaKTepU3yETbCS 6JJAKUTHUMU
CKJIepaMH, YaCTUMHU IlepeJIOMaMU Ta NOpyIlIeH-
HAM cayxy. Il Tun - neprHaTasbHO-JIeTaJlbHUH,
SIKMW € HaMGI/NbIl BaXXKUM, i3 pisHUMHU Aedop-
MalifAMM KICTKOBOI TKaHUHHU, MHOXHUHHUMU
nepejiOMaMH, AKi MOXYTb BUHUKATH Lie BHY-
TPilIHbOYTPOOHO, Ta JieTaJbHUMM HacJifKa-
MU, Y 3B’SI3Ky 3 PO3BUTKOM JHUXaJbHOI HeJO-
cratHocTi. [lna lIl Tuny xapaktepHa nporpecy-
104a fedpopmyroda popMa 3 YaCTUMHU NepesoMa-
MU BIIPOJOBX XKUTTH, TPyOUMU AUPY3HHUMHU Je-
dopmarlissMu KicTOK Ta pO3BUTKOM CKoJi03y. [V
THII Nlepebirae 3 4aCTUMHU IlepejioMaMy, IpUTa-
MaHHUM He3aBeplIeHUH JleHTUHOTeHe3, 0OJia-
KUTHI CKJIepH, NOpYILIeHHs C/IyXy Ta Bapiabesb-
HICTb 3pOCTY.

3rifHo 3 reHeTU4HOW Kjaacudikauieo HO,
TPUBaAJUM Yac BUAIIAAM 13 TUNIB 3aXBOpPIOBaH-
HA: [-V TUNM MalTh NepeBaXHO ayTOCOMHO-
JOMiHAaHTHUN TUN ycnaakyBaHHs, VI-XIII -
ayTocoMHo-penecuBHU# [8]. [Ipu ayTocoMmHo-
JOMiHAaHTHOMY TUNI ycnajKyBaHHA JAedekT
3HaxouThcsd B reHax COL1A1 ta/ a6o COL1AZ2.

HO | Tuny xapakTepu3yeTbCs HasiBHICTIO Je-
dekty B reni COL1A1, mo npu3BOAUTH JI0 3HU-
»KeHH KiJIbKOCTi BUp0OJIeHHs KoJlareHy | Tuny;
npu II-1V Tunax - g0 Horo sikicHUX 3MiH Hpu-
3BogAaTh MyTanii B reHax COL1A1 ta COL1A2.
MyTarisa B redi IFITM5 npu HO V Tuny npusso-
JUTH [0 TOpYIIEeHHA peryadnii MiHepasizanii
kictok [9,10]. 3 penecuBuux ¢popm HO - Tun VI
BHHUKae BHacaigok myTtauii y reni SERPINF1,
0 MPU3BOAUTbL A0 JAedekTy MiHepaJsizanii
kicTkoBoi TkaHuHU [11]; Tunu VII (ren CRTAP),
VIII (ren LEPRE1) Ta IX (rex PPIB) € pe3ysbra-
TOM JedeKTy npouecy 3-Tii[pOKCUTI0BaHHS KO-
nareny [12]. [Ipuuunoto HO X ta XI Tunis € my-
tayigd B reHax SERPINH1 ta FKBP10. MyTauis B
reHi SP7 Bignosigae 3a nposasu HO XIII Tuny, mo
Bi/Ipi3HsSIETbCA MOpYyLIeHHSIM AudepeHI|iloBaH-
He ocTeo6uacTiB [13]. OgHak, BpaxoBylO4YU Be-
JIUKY F'eHeTHUYHY reTeporeHHicTb, L KJacudi-
Kallist 6ysa posimupeHa o 20 pisHux Tumis [14],
po3JiJieHUX Ha II'ATh Py 3aJIe3KHO BiJ MeTab0-
JIIYHOTO 1IJIAXY, 0 CTOCYETHCA CUHTE3Y, CTPYK-
TYpH, NPOLECUHTY, ocTTpaHcpopMalil, TpaH-
caAauiiHii Moaudikanii, donauHry, rigpokcu-
JII0BaHHs, MiHepaJizalii Ta qudepeHiitoBaHHS
kosiareny [ Tuny [15,16].

Kniniunuii noniMmop¢dism ob6yMmoBaeHUM Xa-
pakTepoM MyTauii Ta NposABJAETbCA IUUPOKUM
CIIEKTPOM NpofBiB. [y BCiX THUIIB 3aXBOpPIO-
BaHHA NMPUTAMaHHI OCTeONeHid Ta CXUJIbHICTb
Jlo nporpecytoyoi gedpopmauii ckesety. OcHo-
BHi CKeJIeTHI NpoOsABU — 4acCTi nepeyioMH, Npo-
rpecytoui gedopmaiii Tpyb64yacTux KicTok, pe-
6ep i xpebTa, NOPYLIeHHS 3pOCTY, TinepeJac-
THUYHICTb Cyrys06iB, M's130Ba caabkicTh i HaaB-
HicTbh BOpMi€BUX ([0JaTKOBUX) KiCTOK B JAi/IsIH-
ui yepena [17]. o ekcTpackejseTHUX CUMIITO-
MiB BiJHOCAATbCS 6J1aKUTHI CKJIepU, TOPYIIEHHSA
YTBOpPEHHS JleHTUHY 3y06iB, pyiHYBaHHs 3y6iB
(«bypmITUHOBI 3y6u»), mporpecytwoda OpPUTIY-
XyBaTiCTb B WOHALIbKOMY Billi, mifBUIleHa 4ac-
TOTa NYNKOBHUX | MaXOBUX KUJI, BpPOJKeHI BaJH
cepus (IpoJianicy aopTaJbHOIO Ta MiTpaJbHOTO
KJIallaHiB, AUsATALis KOpeHs aopTHu), HedpouJi-
Tia3 [18]. [Ipu neTabHOMY TUIi MHOXXUHHI Ie-
peJIoMHU Ta BHYTpIilIHbOYEepenHi KpoBOTeYi MO-
KyTb IPU3BOJUTH 0 CMePTI SIK B aHTe-/iHTpa-
HaTajJbHOMY, TaK i B HeOHAaTaJbHOMY IepioAi.
Tak, Il Tun (cuaapom Bposinka) € HailpigkicHi-
muM, 60 mepeBaXkHa OiJbLIICTD AiTel THHYTh
BHYTPilIHbOYTPOOHO, IPU LbOMY HalyacTime
NpUYMHA aHTeHaTa/bHOI 3arubesi nJjoja 3a-
JIMIIAEThCA He3'sicoBaHolo. [IpoTe, TUIIOBI 3Mi-



HU 3 GOKY KICTOK MO>XHA BUSIBUTH lie IpeHa-
TaJIbHO NPU NPOBEeJIeHHI YJIbTPa3BYKOBOIO J0-
cJiikeHHS nmouyuHawuu 3 13-14 twxkaiB [19].
B2xe npu HapoJP)KeHHI MOXHa CrlocTepiraTy Ha-
ABHICTb MHOXXUHHUX KICTKOBUX MO30JIiB B Mic-
[AX IlepeIOMiB, BUKPUBJIEHHA Ta BKOPOYEeHHHA
KiHLiBOK, AedopMmalisa rpyaHoi kiaiTku. Okpim
TOTO, y>Ke PaHO PO3BUBAETHCA MaKpouedais.
Haltuacrie Taki iTu noMUpaloTh B epili JHi,
a60 THXKHI mic/ss HapoJPKeHHSs, PiAKO A0XKHBa-
1044 40 poky. HalinomupeHilIMMY NpU4MHAMHU
CMepTi € [uxaJibHa Ta CeplLeBO-CyJUMHHA He/l0-
CTaTHICTb.

JiarHo3 HO rpyHTyeTbcs Ha JaHUX CiMeW-
HOIO aHaMHe3y, KJIHIYHUX [aHUX, pe3yJbTa-
TiB pEHTTeHOJIOTIYHOTO AOC/IJKEeHHS; MOXJ/IU-
Be IpOBeJleHHs ricToMOp(OMeTPUYHOrO JOCIi-
JDKeHHs MpU Giorncii 3[yXBUHHOI KiCTKH; CTPYK-
TYpH KoJlareHy | TUIly, CHHTe30BaHOTI'0 JjepMaJlb-
HUMU ¢ibpob6acTamu in vitro (6iomncis wmkipu),
MOJIEKYJIAPHO-TEHETUYHOI'0 aHaJsi3y, TOYHICTb
SIKOT'0 Ha cboTo/iHi csirae 97% [20].

Ha cboroaHi sikyBanHs HO € nepconidiko-
BaHUM i 3aJIeXXUTh BiJ] BaXXKOCTi nepeobiry, npo-
Te MeTOK € IOKpalleHHdA MiHepaJsisauii Kic-
TOK, 3al06iraHHs PO3BUTKY NlepeJsoMiB, MaKCH-
MaJIbHO MOXJIMBe BiJJHOBJIEHH IIpane3aTHOC-
Ti Ta MOKpallleHHA AKOCTi »KUTTs xBoporo [21].
Heob6xigHo0 yMoBOI0O ycninHoi Tepanii y gaHoi
KOTOPTH MNalli€EHTIB € MyJbTUAUCHUILIIHAPDHUN
niaxiz, sKUl NoTpebye clocTepeXeHHs Mejia-
Tpa, TPaBMaTOJI0Ta-0pTONEe/a, €eHJOKPHHOJIOT3,
reHeTHKa, CTOMaTO0JI0ra, CypA0JI0ra, ICUX0JI0Ta
Ta peabinitosora [22]. o cTocyeTbhca dapma-
KOJIOTiYHUX Ni/IX0/1iB, BUKOpUCTaHHA 6ichocdo-
HaTiB CbOTOJHI BBAXAETHCA 30JI0TUM CTaHJAP-
ToM. Jlesiki ocaipkeHHS noka3aJy, 1o 6ichoc-
doHaTH CHpHUAIOTb 3HWKEHHIO 00JII0 B KiCTKax
[23]. OnHak nocUTh cyliepedysiuBi JaHi HaBeje-
Hi y HeloJaBHbOMY MeTa-aHaJi3i CTOCOBHOIO
TOTO, 10 BIUIMB GicpocdoHaTiB HA npodinakTu-
Ky IepesioMiB € HenepeKoHJUBUM [24]. Cy4yacHi
MeTozM JiKkyBaHHA HO TakoX BKJIIOYalOTb BHU-
KOPUCTAaHHSA MOHOKJIOHAJIbHUX aHTHTIJ, OCTe-
0aHab0J/IIYHUX TOPMOHAJIbBHUX 3acobiB, aHaJ/O-
riB mapaTupeoifHOro ropMoHy, TpaHCHOpPMYIO-
4yoro pocToBoro ¢pakTopy 6eTa, KJAITUHHOI Tepa-
Iii, AKa BKJIIOYA€E TPAHCIJIAHTALiI0 KiCTKOBOrO
MO3Ky ab0 Me3eHXiMaJbHUX CTOBOYPOBUX KJIi-
THUH [25].
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MeTa aocaigKeHHs

Ha npuknazi k/iHiYHOro BUNaJKy 3 BJac-
HOI NpaKTUKU PO3LIMPUTU 3HAHHA JIiKapiB-
nejiaTpiB Ta HEOHATOJIOTIB 1040 KJIiHIKO-
napakJiiHiYHUX 0COOGJIMBOCTel mNepebiry Hezo-
CKOHAJIOTO OCTeoreHe3y 3 MaHidecTalli€lo B He-
OHaTaJIbHOMY Billi.

Marepiasu Ta MeTOAHU

KuiiHiuyHUM BuUMaZoK LOAO0 KJiHiKO-Napa-
KJIIHIYHUX | MOJIEKYISIPHO-TEHETUYHUX 0COO6JIU-
BOCTel Mepebiry HesaBeplIeHOTO ocTeoreHesy Il
THLY.

JocnijpkeHHI BHUKOHaHI i3 JOTpHUMaHHAM
NpUHUUNIB 6GioeTUKU BifnoBifHO A0 [esbciH-
CbKOI JlekJapanii. Ha npoBesieHHSA BCiX KJIiHIKO-
napakJiiHiYHUX JOCAi/PKEHb OTpUMaHOo NoiHdop-
MOBaHY 3ro/ly 6aTbKiB JUTHUHU.

Pe3yibTaTH J0CAiAKEeHb

JiBunHka M., HapoguBcA Bif 4-1 BariTHoc-
Ti, ika nepebirana 6e3 ocobauBocTeit. [lepia Ta
Apyra BariTHICTb 3aKiHYWJKCh HApOKEeHHAM
310poBux AiByar. Il BariTHicTh 3aKiHYKIaCA ca-
MOBIJIbBHUM BUKHJHEM Ha paHHixX TepMiHax. Ilig
4ac JaHOol BariTHOCTI 3a JaHUMU aHTeHaTaJIbHOI
Y3-piarHoctuku B TepMiHi recraunii 33-34 THx-
Hi 3ani03puJM Baly pO3BUTKY OIOPHO-PYXOBOI
cucteMu. [eHeasioriyHMil aHaMHe3 He OOTsKe-
Hul. [losoru Ill, npupogHUM LIJISIXOM y TOJIOB-
HOMY Ilepe/JiexKaHHi, y TepMiHi recrayii 38 Tux-
HiB. JliBUMHKa HapoguJace 3 Barot 2300 rpamis,
JOBXUHOIO Tisia 43 cM. OLiHKa 3a nKaio1o Anrap
- 6-7 6auiB.

JUTHHa HapoAuJacad MaJoBarosa /0 TepMi-
Hy recratlii, 3 03HaKaMU JUCIPONOPIiHHOI0 PO3-
BUTKY. 3araJIbHU{ CTaH JUTHHU IIpY HapO/KeH-
Hi OLliIHEHUH fIK cepe/IHbOI BAXKKOCTI 32 paxyHOK
JYXaJbHOI HEJOCTATHOCTI Ta CUHJPOMY NIPUTHI-
yeHHs LIHC, y 3B’s13Ky 3 YUM JuUTHHA Oy/a nepe-
BeJleHa [10 aJIaTU iIHTeHCUBHOI Tepallii, ie oTpu-
MyBaJla IpOBeJleHHA KUCHEBY J0Tallilo.

Ha TpeTio 106y KUTTA AUTHHA OyJ/a epeBe-
JeHay BijlileHHd iIHTeHCUBHOI Tepallil HOBOHa-
pomxkeHux OKHII «YepniBenbka obJiacHa JUTS-
4ya KJiHi4Ha JiikapHsa». [Ipy ornsazi 3Bepranu Ha
cebe yBary oco6/iMBOCTI PpeHOTHUIY: AUCTIPONOP-
niiHa Tiso6yZ0Ba, BKopoyeHi Ta AedopMoBaHi
KiHLiBKY, Opaxinedaniss, TpukyTHa dopma Jiu-
11leBOr0 Yepelna, By3bKa I'pyZHa KJiTKa. AKTUBHI
pyxu obMexeHi, nacuBHi - 6oJ1toui (puc.1).
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Puc. 1. 3oeHiwHill eueasd dumunu 3 HO npu nocmynaenti y BITH (3 do6a scummsi).

3amizo3peHo BaAy pPO3BUTKY ONOPHO-
pYXOBOI'0 anaparTy, AUTHHI NPOBeLeHO peHTre-
HOJIOTiYHe OOGCTeXeHHs: IolNepedyHi po3Mipu
IPYAHOI KJITUHU 3MeHIIeHi, pebpa 0CTeonopos-
Hi. CTpyKTypa ycix KicTok 3MiHeHa. KoHcTaTOBa-

HO IaTOJIOTIYHI mepesioM JIiBOI KJIKHYHUL, Iepe-
JIOMHU 000X IJIEY0OBUX KiCTOK, KiCTOK MepeAIIid-
4yd, 060X CTETHOBHX KiCTOK Ta JIiBoi roMiJikoBoi
KICTKY, 1110 3pocaucs. KiCTKM TOMIJIKY y BUIIAA]
mabsenoaionoi gepopmarii.

Puc. 2. Oz2nadosa penmeeHozpagis dumunu 3 HO Ha 4 do6y scumms.

JuTrHa 6ysa OTJIIHYyTa OpPTONe oM, TeHeTH-
KOM, HEeBpOJIOTOM, OKYJIICTOM, OTOJIapUHIO0JIO-
roM. Ilicass nmpoBefeHOro Joob6CcTeXeHHS Ta 3
ypaxyBaHHAM KJIIHIYHOI KapTUHU BCTAHOBJIEHO
nonepejHiu giardos: BpogkeHa Basa po3BUTKY
OIIOPHO-PYX0BOTI0 anapary Ta CIOJy4YHOI TKaHHU-
HU: HeJJoCKOHaMuM octeorenes Il Tuny(?), Bax-
KUl nepe6ir. [lepesromu kirovuili 31iBa, nepeso-
MU 000X IJIEHOBUX KiCTOK, KiCTOK Mepe/iuys,
060X CTErHOBUX KiCTOK Ta JIiBOi TOMiJIKOBOI KiCT-
KH, 1110 3pOCJINCA.

3a pe3y/nbTaTaMU IPOBEJEHOT0 MOJIEKYJISAP-
HO-TEHETUYHOI'0 JOCJi/P)KeHHS BUSABJEHO My-
Tanito reHy COL1A1, a came - naToreHHU# Ba-
piaHT ¢.2533G>A (p.Gly845Arg) y rerepo3urot-

HOMY CTaHi, 110 NiATBEepAUJIM AiarHO3 HeJ0CKO-
HaJIOTO OCTeroreHesy, ayTOCOMHO-ZOMiHaHTHUH
LJIAX ycnaJKyBaHHA. MoJleKylipHO-TeHEeTU4YHe
o6cTexxeHHs 6aThKIB i cecTep 06CTEXXYBaHOI HO-
BOHApO/KEHOI He BHUABUJIO HAABHOCTI MATOJIO-
riYHOIO reHy.

J1g y3roZpKeHHs TaKTUKH JIIKyBaHHSA IpPO-
BeJleHO OHJIaMH-KOHCYJIbTALil0 3 IHCTUTYTOM
naToJiorii xpe6Ta Ta cyr/106iB iM. npod. M.I. Cu-
TeHka (M. XapkiB), 3akJIlOUeHHS: HEJJOCKOHa-
Jauit octeorenes Il Tuny, Baxkkuii nepebir. Bee-
JleHHs 6idocdoHaTiB Ha AAHUU Yac MPOTHUIIO-
Kas3aHo.

3ayac nepebyBanHsa y OKHII «OJKJI» m. Yep-
HiBLi JUTUHI IPOBELEHO JIIKyBaHHA: pecliipaTop-



Ha nigTpuMka (nCPAP), indysilina Tepanis 3 BU-
KOPUCTAHHAM 4YaCTKOBOI'O IapeHTepaJbHOIo
XapuyyBaHHA 3a CXeMOI0 rinepaJsiiMeHarii 3 nepe-
XO/I0OM Yy TIOJa/IbLIIOMY Ha 30H/J0BE€ BUI'OJl0BYBaH-
HA BMCOKOAJANTOBAaHMMHM MOJIOYHHMMH CyMilla-
MU, aHTHbaKTepiajbHa Tepalis y 3B'3Ky 3 po3-
BUTKOM ITHEBMOHIi Ta NpU3HayeHHs HecTepoil-
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HUX MPOTU3aNaJbHUX 3ac06iB 3i 3HE6OJII0I0UO0I0
MeTOl0 (apaleTamoJ).

Y Bini 3,5 Micaus 3a Hano/IATaHHSM 6aThKIB
JUTUHA OyJia BUNKcaHa AojoMy. baTbkaM 6ysiu
Ha/ZlaHi pekoMeHJalil 3 AOIIsAAY Ta MpPO HeOO6-
XiHICTh MeJUKO-TEHETUYHOI'0 KOHCYJIbTYBaHHSA
NpU MJIaHyBaHHI HACTYMHUX BariTHOCTEN.

Puc. 3. 308HiwHill 8uza0d dumuHu Ha MomeHm sunucku (3,5 micsiysi, saza 3380 2).

Ha faHuii yac AUTHHI BUTOBHUIIOCH 1,5 pOKY,
II'ITh Pa3iB JUTHHA OTPUMaJia 3a CXeMOo iHPy3ii
6idocdonariB (AuHaTpir0 mamigpoHar - «Ilami-
doc» 0,25 Mr/kr), ABivi 3HaxoaAMIaCA Ha cTaIlio-
HapHOMY JIiKyBaHHi, Y 3B’I3Ky 3 I03arocmuiTaJjib-
HOIO ITHEBMOHIEH.

HaBeaenuil kiiHiuHui keiic HO 2 Ttuny Mae
MpaKTHYHe 3HAYEeHHs BHACJIIOK BKpal pifKicHO-
ro BHUIAJKY, IOBHOT'O TE€HETUYHOTO OOCTEXKEHHS
JUTHHY i 6aTbKIB Ta 36epexKeHHs KUTTS AUTHHHY,
OCKIJIbKY O1JIBIIIICTh XBOPUX IIOMHPAE aHTeHATaATb-
HO a60 B mepiii JIHi /THXKHI Mic/IsT HApOKEeHHS.

BucHOBKU
[IpencTaBieHU KAIHIYHUNA BUMAJIOK HEJO-
CKOHAJIOT'0 0CTeoreHe3y JeMOHCTPYE THUIIOBI KJIi-

HiYHi NMPOSIBHM, HEOOXiJHICTh MiKJIUCIUILIiHAP-
HOTO MiAX0AY B AiarHOCTHIL Ta JIiKyBaHHI. Bupi-
IIaJbHUM Yy MOCTAHOBIi OCTaTOYHOIO JiarHO3y
BCE K 3aJIMIIAETbCS MeAUKO-TeHeTUYHe 00CTe-
’KeHHSI XBOpHX i 6aTbKiB. BpaxoByto4H, [0 BU-
HUKHeHHS HO MoX/iMBe BHAC/AiZJOK CIOHTAHHOI
MyTallii, 171 loro cBoevacHoi Bepudikallii Heo6-
XiZTHO 0COGJIMBY yBary NpuiJISITH IpeHaTalbHil
JiarHOCTHUII|.

KoHuikT iHTepeciB. ABTOpHU 3asBJISIOTH
npo BifCcyTHICTb KOHQJIIKTY iHTepeciB Ta BJac-
HoOi GiHAHCOBOI 3alliKaBJIEHOCTi MPH Mi/IrOTOBII
JaHol cTaTTi.

Jxepesio piHaHcyBaHHA. CTaTTa omy6JIi-
KoBaHa 6e3 0yAb-s1K01 piHaHCOBOI MiITPUMKHU.
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