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Pe3tome. Binkpura aptepiaibHa mpoToka
€ OJHIEI0 3 HANMOIIMPEHIMHNX BPOKEHHUX BaJ
cepis, sika 0e3 BYaCHOI JIarHOCTUKU Ta pajJuKa-
JBHOTO JTIKYBaHHSI MPHU3BOJHUTH JIO PO3BUTKY Jie-
TeHEeBOi TinepTen3ii. [3 BikoM yereneBa rinepTeH-
3is MOCTYMOBO TPOTPECYE, YCKIATHIOETHCS CHH]I-
pomoM Eii3eHMeHrepa, NpU3BOAUTH 10 3HAYHOIO
3MEHIIICHHS TPUBAIOCTI Ta SIKOCTI JKUTTS XBOPOTO.

JocuTh 4acTo BilkpHuTa apTepiaibHa Mpo-
TOKa aCOLIIOETHCSA 3 IHIIMMH BPOIKCHHMMH aHO-
MalisIMH, 10 SKAX HaJleKUTh W HEIOCKOHAINH
octeoreHe3. lle cmamkoBe 3axBOPIOBaHHS, IIO
BMHHKA€ BHACIIZIOK MyTallii reHa IMPOKOJIareHY
MEPIIOTo THITY ¥ KIIHIYHO MPOSBISETHCA SIK KiCT-
KOBHMMH, TaK 1 IMO3aKICTKOBUMHU aHOMamisMu. J1o-
BOJIi YacTO y JUTSIYOMY Billli HEAOCKOHAIMH OCTe-
OreHe3 3aITUIIAETHCS HeIIarHOCTOBAHUM 1 YHMAJIO
HOro MpOSIBIB HE BUSBIISIOT.

V nii crarri ONMMCaHO came TakWil BUIa-
JIOK 13 peasbHOi KIIHIYHOT MPaKTHKH, KOJIU Y JBa-
JIATHPIYHOT MAIIEHTKH HEIOCKOHAINH OCTeore-
He3 joci He OyB miarHocroBanuM. Kpim Toro, y
i€l TMalieHTKH BIAKPUTY apTepiaibHy MPOTOKY
BUSIBUIN Y IIECTUPIYHOMY Billi, paJliKaIbHE Olle-
paTHBHE JIKyBaHHS HE MPOBOAMIOCH. Y XBOpPOI
BUHHUKJIA BHpaKEHa JIEreHeBa TilepTeH3is, 1o
yckianHuiacs cuaapomom Elizenmenrepa. Ilarr-
€HTKa Ma€ 4OoTUpU (HEHOTHITOBI O3HAKU HEIOCKO-
HAJIOT0 OCTEOreHe3y: ONaKUTHI CKJIEepPH, HH3BKY
cTaTypy, BPOPKEHY Baly ceplis Ta ckomios. [lo-
€HAHHA TaKWX O3HaK 3MYIIYE 3aJyMaTUCS TPO
AHOMAJIII0 CMHTE3Y KOJIAreHY, 110 CIIOCTEPIraeTh-
Csl TpU JAEIKUX CHAJKOBUX 3aXBOPIOBAHHAX, Ta
norpedye KOHCYNbTaIlli JTiKapsA-reHeTHKa 3 1Mo/ia-
JBIIUM TIOIIYKOM MYTOBaHOTO TeHa. BuacHa nia-
THOCTHKA HEJIOCKOHAIOTO OCTEOreHe3y MOKPAaIye
BHSIBJICHHS 1HIIMX KICTKOBHX Ta IO03aKICTKOBHX
MPOSIBIB IBOTO CHHAPOMY Ta JlorIoMarae BUOpaTu
ONTHUMAJIbHY TAKTUKY BEJCHHS TaKWUX IAI[i€HTIB.
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HasBHicTh ONakuTHHX CKIEp Yy JiTeld MOBHHHA
HACTOPOXXYBaTH JIKapiB IIOAO CHAaJKOBOTO 3a-
XBOPIOBAHHS 13 MOXIIMBUMH YHCEIBHUMH IIPO-
siBaMU 3 OOKY pi3HUX OPraHiB Ta CHCTEM.

KualouoBi ciaoBa: HemockoHadwii ocrteo-
reHe3, BIIKpUTA apTepiaibHa MPOTOKA, CHHAPOM
Eitzenmenrepa, ciHAPOM OJTaKUTHUX CKIIEP.

Beryn. AprepianbHa nmpoToKa — 1€ CIIo-
JMy4eHHS MDXK JIETEHEBOIO apTepiclo Ta aopTolo,
0 B HOpMi (PYHKIIIOHYE y NMpeHaTAIEHOMY Tepi-
OJli; y JIOHOIIEHUX HEMOBIIAIT, 3a3BHYAl, «3aKpH-
BaeThCs» Ha 1-2 no0y [1]. [Ipote sKIo 1€ crnomiy-
YEeHHS 3aJMIIAEThCS BIKPUTHM TOHAA 3 mepiri
JIH1 KATTS IUTHHH, TO TAKWH IATOJIONYHUI CTaH
Ha3MBalOTh BiAKpUTOIO aptepianbHoo (bortaso-
BOI0) mpoTokoio [2]. 1 maTomnoris peecTpyeThest
y 1 Ha 2000 1OHOIIEHHUX 1 € OIHIEIO 13 HAHOUIBII
TIOIIUPEHUX BPOKEHUX BaJ cepiis [3].

Bimomo, 110 BimkpuTa aprepiajibHa Mpo-
TOKa CTBOPIOE CKHJl KPOBI 3 aOpTH Y JIEreHEBY
apTepiro, 10 3yMOBJIIOE 30UIbIICHHS THCKY Y CHC-
Temi sereneBoi aprepii. lle cnpuumHiOe Kackan
MaTOJIOTIUHUX PEaKI[if, HACIIIKOM SIKUX € CKJIe-
pPO3YBaHHS KalIApiB Majoro Kojia KpoBOOOIry,
10 TIPU3BOJIUTH JI0 3HIKEHHS MTPYKHOCTI JIeTeHe-
BOl TKaHMHW Ta WiJBUIICHHSI THCKY B MaloMy
KOJII KpoBOOOIry. BHAcCHiIOK MOCTIHHOTO ITiIBH-
IIIEHOT0 THCKY B MaJIoOMy KOJIi KpoB0ooOiry ¢op-
MYIOTBCSI CTPYKTYpHI 3MiHM CyauH. Pemonento-
BaHHS CTIHOK JITEHEBUX CYJIUH MOJISTrae y 3011b-
IICHH] TOBIIMHH M’S[30BOTO APy JUCTAIBHHUX Ta
CepenHixX Mpe-KanuIsipHUX apTepioll, eKCIEeHTPHY-
HOMY YHM KOHIEHTPUYHOMY TOTOBIICHHI CTiHOK
JIETeHEeBUX apTepiil, (iOpUHOITHOMY HEKpo3i. Y
Mpollec PEeMOJICTIOBAHHS 3alydeHi Bci 3 mmapu
CYJAMHHOI CTiHKM (IHTUMa, cepeHill map Ta ajiBe-
HTHIIIA): Y HUX BiIOyBaeThes rineptpodis, rinep-
Ijas3is KJIITHH, 3alajieHHs], TOTIPIICHHS SHepre-
TUYHOTO MeTa0oji3My, TOPYIICHHS audepeHiiia-




il KIITHH Ta Tpolecy anonTo3y, HaJaMipHa Mir-
palis KITHH Ta HaJUIMIIKOBA aKyMYJISIls KOM-
MMOHEHTIB EKCTpaleroIIpHoro matpukcy [4]. Ll
3MIiHU € HE3BOPOTHHMH HaBITh IIICNISI KOPEKIIil
Bamu cepus. Xoda, MiIABUIICHUN OIIp JEreHEBUX
CYIUH € HacliJKOM sIK oOiTepallii CTIHOK Jiere-
HEBHX CYIHH, TaK 1 MaToJOriyHOi Ba30KOHCTPHK-
mii. Ili mporecH omocepenKoBYHThCS €HIOTENi-
HOM-1, TpoMOOKCaHOM Ta (aKTOPOM POCTY E€HIO-
TN cyauH [5].

[lepiognuHe 3HaYHE MiJBUIICHHS THCKY B
MaJioMy KOJi KpOBOOOITY NMPHU3BOJUTH JIO0 CKHIY
KpOBI cIpaBa HaliBO, MO OOYMOBIIOE MOTpAIl-
JISTHHSI JICOKCHTEHOBAHOI KpPOBI Yy BEIHKE KOJIO
KpOBOOOIry 1 mposiB 1iaHo3y B xBoporo. Came
TaKWi CKJIaJHUI MATOJOrUYHUI MPOLeC, MPH KO-
My TpuBaio (YHKIIOHY€E CKUJ] KPOBI 371iBa Harpa-
BO (TIpM BiIKpUTIH apTepiayibHiil mpotoiri, aedex-
Tax MDKIUTYHOYKOBOI Ta MDKIEpPEACEePAHOI mepe-
TOPOJIOK), 110 MPHU3BOAUTH IO JIETEHEBOI Timepre-
H3I1i Ta MEPiOANYHOr0 CKUAY KPOBI CIipaBa HaJIiBO
Ta PO3BUTKY MEPIOJMYHOrO IiaHO3y IIKIpH XBO-
poro, Ha3uBarTh cuHApoMoM Elizenmenrepa. Lle
KpaiHill CTyIiHb JIEreHeBO] TilepTen3ii, MpH KO-
My TPOTHO3 MIOJO JKUTTS TAIi€HTa € HECIPHSIT-
JUBUM: TPHOX- 1 IIECTUPIYHA BIKUBAHICTh 3 Yacy
BCTAHOBJICHHS JiarHo3y CTaHOBJIATH 73% 1 50%
BiTOBiTHO [6].

[liaHo3 3amyckae agalTHBHI MEXaHI3MH
JUISL TIOKpAIeHHs TPaHCIOPTYBaHHS KHCHIO JIO
TKaHUH: BTOPUHHUI EPUTPOLUTO3, 3CYB KPHUBOI
JcoIfialii reMoryio0iHy BIpPAaBO, ITiIBHUIICHUN
cepIieBHi BUKH TOIIO [7].

[Ipore mocuTh YacTo BpOKEHA Baja cep-
I € He OKPEMOI0 XBOpPOOOIO, a TMOETHYETHCS 3
3aXBOPIOBAHHSMH IHINMX OpraHiB Ta CHCTEM; Y
TAaKOMYy BHIAJIKy IOBHHEH OyTH CHHIPOMHHH
MIJXIJ 13 KOHCYJBTALIE JiKaps-reHeTuka. SIck-
paBUM TPUKIAJIOM [[LOTO € HEJOCKOHAIHNA OCTEO-
renes (Osteogenesis imperfecta).

Henockonanuii  ocreoreHes  (xBopoba
KPUXKHX KICTOK, cuHApoM Jlobmrelina) — me Kiti-
HIYHO Ta TEHETHYHO T'eTEepOreHHa rpyrna BpOJDKe-
HUX 3aXBOPIOBaHb CIONy4HO! TKaHWHMU. [lommpe-
HICTh LILOT'0 3aXBOpIOBaHHA ckiamae 1 Ha 15000 —
20000 nHoBOHapomkeHux [8]. Y mnaTonorivHUN
mpoliec HaifuacTinie 3a1y4aloThCsl KiCTKH, IPOTE €
W 4MMaJo M03aKiCTKOBHX MPOSBIB: OJaKUTHUHA 91
cipuii BIATIHOK CKJIep, HU3bKa CTaTypa, IOpy-
HICHHS CIIYXY, Ypa)XeHHs CyrJIo0iB, KOHTPAKTYpH,
po3nany auxaHHsA, aedopmallis 3yOiB, deperna,
rimepKanbIiifypisi, BUKPUBICHHS XpedTa, Makpo-
nedantis, riapouedatis,; TaKoX Yy MaTOJOTTYHUN
MPOIIeC MOXKE 3aTTy9aTUCs CEePIIEeBO-CYMHHA CHUC-
TeMa. BCTaHOBIIEHO, N0 HEJOCKOHAIUK OCTEOre-
HE3 aCOIIIOEThCS 3 MPOJIATICOM MITPaIbHOTO Ta
AOpTaJbHOTO KIAIMAHIB, PO3IMIUPEHHSIM KOpEHS
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aopTH, nedekTaMu MDKIIIYHOYKOBOI Ta MDKIIE-
pencepaHol Meperopojiok, a TaKOoXK BIAKPUTOIO
aprepialibHOI0 MPOTOKOI0. [Ipy HemockoHaIOMy
OCTEOreHe31 4acToTa BWSIBICHHS OCTaHHBOI CTa-
HOBUTH 5,7%. 3arajioM 4acToTa BpPOKECHHUX Ball
ceplsl TpU HEJOCKOHAJIOMY OCTEOr'eHe3l CTaHo-
BUTH 22,9% [9] 1 € 3HAYHO BUIIOKO, HIX Yy 3arajib-
Hilt momynsinii (0,4-5%) [10].

3BakarouM Ha Te, IO 1€ 3aXBOPIOBAHHS
3yMOBJICHE MyTallisiIMH 0araTbox pi3HUX I'eHIB, 1€
MPU3BOIUTE JI0 MEBHUX OCOOJMBOCTEH HOro Kili-
HiyHOTrO Tepebiry. Ha meit wac puginstors 16 TH-
B HEIOCKOHAJIOT0 ocTeoreHesy. Ilepedir 3axpo-
PIOBAHHS MPU PI3HUX THIIAX TAKOXK € Pi3HUM: BiX
JerKuX (OpM JI0 MOTEHIIHHO JIeTa bHUX y TIePIIi
POKH KUTTSA AUTHHU. [-V TUIM yCHaaKOBYHOTBCS
aBTOCOMHO-HoMiHanTHO, a VI-XIII — aBTOCOMHO-
peuncuBHO [11].

Jyis  OUIBIIOCTI THIIB HEJOCKOHAJIOTO
OCTEOr'eHe3y XapaKTepHa IiJIBUIICHA JIAMKICTh
KicTok. Lle 3yMOBIIEHO 3MEHIIIEHHSM KUTBKOCTI Ta
BUTOHYEHHS TpaOeKyls, BHACIIJIOK TiJBUIICHHS
piBHS pe3opOmii kicTok. Takox BimMidaeThbes
ocudikamis emidizapHoi XpsmoBoi TKAHUHHU KiCT-
ku [12]. V jgeskux mamieHTIB i3 HEAOCKOHAIUM
OCTEOTreHEe30M HACTa€ MOPYIICHHS CIIyXy, BHACII-
JIOK OTOCKJIEpO3y cTpeMiHIs (cuuapoMm Ban-nep-
Xyse-JloOmreiina). YacTto y XBOpUX 3MIHIOETHCS
KoJlip ckiep 3 Oimoro Ha cuHiil um cipuit. Lle
OB ’SI3aHO 31 CTOHIICHHSAM CKiep (uepe3 ned ekt
KomareHy | Tuiy), yHacmiziok 4oro xopioiganbHi
BEHU CTAlOTh OUIBII BUAUMHMMH. YHACIIIOK Jie-
(eKTy KollareHy TaKoX MOXKE IMOCTPAXKAATH CTPY-
KTypa KianasiB cepis. Haituacrime npu Hemoc-
KOHAJIOMY OCTeoreHe3i (GopMyroThcs mponady-
BaHHS CTYJIOK MITPajJbHOTO Ta a0PTaJbHOTO KJIa-
MaHiB, a TAKOXX MOXKE PO3BUHYTHCS perypriraiis
Ha WX KianaHax. KpiMm Toro, mpu Baxkiii aopTa-
JIbHIN HEIOCTATHOCTI, OJHA 13 CTYJOK MOXE Iie-
PEIIKO/KATH KPOBOTOKY B KOPOHApHE PYCIO, 10
MPHU3BOAUTH 10 KIIHIKA TPaH3UTOPHOI imemii
Miokappa [13].

MeTtow po6oTH OyB ONKHC KIIHIYHOTO
BUNAAKY cuHapomy Elizenmenrepa.

Martepian Ta MeTOAM AOCTiTKEHHS.
[IpoBenene oOCTeKEHHS MAIIEHTKA 3 CHHIPOMOM
EliseHMeHrepa 3 BHKOPUCTaHHSM CTaHJIAPTHHUX
METOJIIB 3araJIbHO-KJIIHIYHOT0, Ja0OpaTOPHOro Ta
THCTPYMEHTAILHOTO O0CTEKEHHS.

AHalli3 Ta 00roBOpeHHs pe3yJabTaTiB.
[MamienTka 3., 1997 p.H., mocTynuiia Ha IJIAHOBE
CTalliOHApHE JIKyBaHHS 3 MPHUBOLY BIIKPHUTOL
apTepiaJbHOi MPOTOKH 3 CHHAPOMOM Eii3eHMeH-
repa. Ha MoMeHT mocTyruieHHs Oy CKaprd Ha
3aJUIIKy P He3HAYHHUX (PI3MUHMX HaBaHTAXKEH-
Hix (xoma mo 50-100 M, migitom cxomamu Ha 10
CXOJIHOK), TEPiONUYHUN OUIb y TpymHIM KIITII
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HUIOUOTO XapakTepy, 10 BUHHUKAE TIEPEBaKHO
npu GI3UYHUX HABAHTAKEHHSAX 1 3MEHIIYETHCS 3
BIINOYMHKOM, O€3 ippamiamii y iHII JUISHKH,
JTUCKOMQOPT y TPYIHIA KIITII, BKpall HHU3BKY
TOJICPAHTHICTH 70 (i3UYHUX HABAHTAXKEHb, BUpa-
KEeHy 3arallbHy ClaOKiCTh, MEpioJyHE 3aramMo-
POYCHHSI, BIMYYTTS NPHIIBUIIICHOr0, a IHOAI U
HEPUTMIYHOTO CEpLEOHTTS, MEePioNUuIHUN TOJOB-
HUH Oillb, BUPa)KEHY BTOMITIOBAHICTb.

BBakae cebe XBOpOIO 3 TUTHHCTBA. Bama
BIiepiie Oyna JiarHOCTOBaHA B G-piuHOMY BIlli;
BiJl OIEPAaTUBHOIO JIIKYBaHHS 0aThKU BiIMOBHWIIN-
cs. [epiognuHo cTarfioHapHO JIKyBajlacs 3a Mic-
1eM npokuBanHs. [Ipote craH i MOCTYIOBO Mori-
puryBaBcsi. Hu3bKMiA 3picT Ta HU3bKa Maca Tina 3
JMTHHCTBA.

[lpu ¢izuxkanvnomy obcmesncenni cran
XBOPOT1 TSDKKHKA. XBopa HHU3bKOI (1H(QAHTHIBHOI)
cratypu. M’si3oBa cuna 3umkeHa. [lkipa Omina 3
akpoiiano3oM. Buaumi ciu3oBi 000MOHKH — 03
ocobnmuBocted. Ckiepu  OJAKUTHOTO KOJIbOPY.
SI3uk we oOkmajenuii, Bomoruii. OBOJOCIHHS IO
xiHouoMmy tury. Ha pykax — (heHOMEHHU «TOJHH-
HUKOBUX CKeJiellb» Ta «0apabaHHMX MaIHndoK»
(Puc. 1).

Puc. 1. ¢peHoOMeHH «TOOMHHMKOBHX CKeJelb» Ta
«bapabaHHMX MAJTHYOK»

[MigmkipHa XUpoBa KIIITKOBHHA HEIOCTa-
THBOTO PO3BUTKY. HaOpskiB HIr, MmacTo3HOCTI
Hemae. ['inmepMoOLIbHOCTI Y Cyriio0ax He BUSBJIC-
Ho. [IpaBoGiunmii ckomio3. [Ipu ormsimi cepueBoi
IUIISTHKA cepiieBoro ropba He BusiBieHo. [lepky-
TOPHO TMpaBa MeXKa BITHOCHOI TYITOCTi CepIlsl 3Mi-
IIieHa Ha 2 cM BIIPaBo, a abCOMIOTHOI TYNOCTI — Ha
1 cM. AyCKynbTaTUBHO TOHHU CepIisl 3BY4Hi, PUT-
Mi4HI;  BUCIYXOBYETbCSI ~T'yYHHH  CHCTOJO-
JacTONYHUM IIyM HaJ yciMa TOYKAMH ayCKYJb-
Talii, SKUA MTPOBOAUTHCS Y MIKJIONATKOBY JILISH-
Ky; aKIEHT JIPyroro TOHy HaJl JITEHEBOK apTepi-
ero. AT-100/60 mm pt. cr. UCC — 94/x8. Ilpu
OIJISIII TPYAHOI KIITKK BiI3Ha4YaeThes i medop-
Mallis BHACNIJOK CKOJio3y. I'pymaHa KIliTKa acte-
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HiyHa. Yacrora muxanns — 20/XB., TUXaHHS PUT-
MmiuHe. [lepkyTopHO sicHUil nereHeBuii 3Byk. Hu-
JKHI MEXKI cepisl JACII0 BiIPI3HAIOTHCS, IO
OB ’S13aHO 31 CKOJII030M. AYCKYJIbTaTHBHO Y JIie-
TeHSX JIeN0 TIOCHIICHE BE3UKYISIPHE JUXaHHs, Ha
¢oHi sxoro BiquyTHUH mym cepis. [leyinka Ha 2
CM BHCTYIIA€ 3-TiJ Kpato pedepHoi nyrH, ii HIXK-
Hill Kpail rocTpuid, raakuid, He Oomounii. Po3mi-
pu mieuinku o Kypnoy: 11x10x8 cm. Cenesinka
He 30inbIeHa, He naibiyerbest. Cummnrom [lacre-
pHAI[LKOTO HEraTUBHUN 3 000X cTopiH. IHmekc
macu Tina — 17,7 kr/m’.

Jlabopamopna odiaznocmuxa. 3araabHUIA
aHai3 kpoBi: epurporut — 4,09 T/, remorno0in
— 133 1/n, neiikouutn 15,8 I'/n, maauukosaepHi
HerTpodinm — 2%, cerMeHTosIepH] HeUTpodimn —
56%, 6azodimu — 1%, mgimdorutu — 33%, MoOHO-
uty — 8%. 3araJIbHUH aHai3 cedi: KOJip — )KOB-
THiA, TIpo3opa, mutoma Bara — 1015, pH — 5,0,
OITOK — He BHSBIICHO, IJII0KO3a — HE BHUSABIIECHO,
JIEHKOLUTH — 3-4 B 11/3, UIOCKHUH emiTeniil — 4-5 B
/3, ciau3 +. [1roko3a kpoBi HaTie — 4,5 MMOJIB/JI.
Bioximiunuii aHami3 KpoBi: 3araibHUi OUIOK —
71,3 1/n, TumMonoBa npoba — 3,6 011, CEUOBHHA —
3,88 MM/1, kpeaTunin — 72,3 MKMOIB/J, OuTipy-
6in — 18,1 mxmone/im, mariii — 0,68 MMOIB/I1,
AnAT - 15,6 on/n, AcAT — 14,8 on/n, anbda-
aminaza — 43,9 on/n. RW — HeraTuBHHH pe3yiib-
TaT.

Incmpymenmansvni memoou oiaznocmu-
ku. Ha enextpokappiorpami: puTM CHHYCOBUH
npasuibHuil, YCC — 88 yn/XB., eneKkTpuvHa BiCh
BIIXMJICHA BIpaBO, 0JIOKaJa 3aHBbOI TUIKH JIiBOT
Hikku myuka [ica, iHTepBan PQ — 0.14 ¢, iHTep-
Bas QT — 360 mc, QTc — 436 mc, cuHIApPOM paH-
HBOI penoyisApH3alii; y TPYAHUX BiJBEIECHHIX
amrutityma 3yomiB R 3pocrae no V2-V3, morim
MOCTYIMOBO 3HMKYETHCS, a TNIMOKWHA 3yOIiB S Ha-
pocrae.

ExoKT': po3mip aopTh Ha piBHI CHHYCIB
BanscaBu — 2,8 cM, aopTanbHUi KJamaH — TpH-
CTYJIKOBUM, JIENIO aTUIIOBO PO3TAlllOBAaHUM, PO3-
XOJ/DKEHHs cTyJok — 1,8 cM, JiBe mepencepius —
2,4 cM, MITpalbHHUN KIamaH: IpoJiarc MmepeaHbol
crynku — 0,7 cm, perypritamis 1,5+. Xopmu y
JII, omna y BUHOCHOMY TpakTi. JliBWid mUTyHO-
yok: KJIP — 3,2 cm, KCP — 2,3 cm, ®C — 27%,
KIO — 41 mia, KCO — 19 mim, YO — 22 mi1, ®B —
54%. ToBUIMHA MIXKIILTYHOUYKOBOI TIEPETOPOJIKU B
miactony — 0,9 ¢M, TOBIIMHA 33JIHBOI CTIHKHU JIIBO-
ro nuIyHodka B miacroiny — 0,9 cMm. Mixknepencep-
nIHa Teperopoaka — (ecTtoHuacta. BuximHwuii
TPaKT MpaBoro nuryHouka — 3,9 cm. Tpukycmina-
JMBHUN KJANaH, perypritamis 3+, MoTik IeHTpalb-
Huil. JlereneBa aprepis Ha piBHI KiamaHa — 2,7
CM, perypriTaiiist Ha Kjianadi. AOpTOMyJIbMOHAPHE
3’€IHAHHS — BIIKpHUTa aprepianbHa mporoka. Jle-




reresa rineprensis I crymens (Ap — 83,9 MM pr.
cr.). Cenapalist IMCTKIB IepuKapaa — 4 MM.

Xontep-EKI': 3a yac MOHITOpYBaHHS Ce-
penus UCC Baens — 96 yu/xB., BHOYI — 67 yI/XB.,
MakcumanbHa UCC — 169 yn/xB., MiHiMajbHa
UCC — 49 yn/xB., uupkagauuii ingaekc — 1,44. Ce-
pemae QT — 382 mc, cepenne QTc — 438 mc. Cu-
HycOBa Taxikapiis TpuBaiicTio 7 roauH 20 XBH-
JguH 3a 100y. CHHIPOM paHHBOI pEnosspu3aiii
nuryHoukiB. EmizoniB Opanukapii, may3 He BUSB-
JieHo. 3a 100y 3adikcoBano 1208 HaaIIIyHOYKO-
BHX eKCTpacucTol, 3 Hux 83 mapaux. lllmyHouko-
BHUX EKCTPacUCTONl He BUsBieHO. [lopyrieHHs
pUTMY TIO THUIy HaJIIyHOYKOBOI Taxikap/ii, eri-
30/11 MAapHOI eKCTPACUCTOITII.

VY31 OUIl: nepenubo-3a1Hiil po3mip mpa-
Bo1 gomi — 112 mMwm, miBa gons — 5,2 MM, Kpait roc-
TpHi, €XOT'CHHICTh 3BUYaiiHa, CTPYKTypa OJHOpI-
JIHA, XOJIIeNOX HE PO3MINPEHUN, CyqMHN 0e3 3MiH.
XKoBuHHii MIXyp CKOpOYEHHH, KOHTYPH UiTKi piB-
Hi. [lignutyHkoBa 3ao3a: po3Mipu TOJOBKH — 19
MM, Tia — 12 MM, XBOcTa — 23 MM, KOHTYPH YiTKi,
piBHI, mapeHXiMa 130€XOreHHa, CTPYKTypa OJHO-
pinHa. Cenesinka 89x42 MM, KOHTYPH YiTKi piBHI,
MapeHxiMa 130€XOreHHa, CTPYKTypa OJHOpPIIHA.
Hupku: npaBa posmipamu 97x42 MM, napeHxima
14 mm, nmiBa — 96x42 MM, napenximMa 14 mm. [Ipa-
Ba HHUpKa OMyIlIeHa, jopMa MpaBUiIbHA. YalkoBo-
MHCKOBI KOMILUIEKCH HUPOK He mommpeHi. Cevo-
BHI MIXYp CKOpOUYECHHUH.

Penrrenorpadis OT'K: nepopmarist rpya-
HOI KIITKHM, BUKPUBJIECHHS XpedTa y TpyaHOMY
Bl BrpaBo. JlereHeBuii MalOHOK 30araycHui
B MenmiaabHuX Bimminax. CuHycH BinbHI. PeHTre-
Horpadiss TPyaHOrOo Ta IONEPEKOBOr0 BIAILIIB
xpebta: mpaobiuanii C-momiOHUN TpyAHOIIOIe-
pekoBuii ckonio3 xpebra IV cr.

[Ipu EI'A®C BusBIEHO epUTEMAaTO3HUI
racTpOJyOCHIT. 3HAYHA KUIbKICTh KOBYI B IILTY-
HKY.

Crin 3ayBa)<HTH, IO JIOC1 KOJIEH JIiKap He
cripoOyBaB MOB’s3aTH Y CUHAPOM 4 (HEHOTHIIOBI
O3HAaKHU: CKOJIi03, OJIAKUTHI CKIIepH, HU3bKa CTaTy-
pa Ta BpO/KeHa Baja ceplisi. BiamoBigHO 10 CHH-
JPOMANBHOTO MiJX0y HAMH BCTAHOBJICHO TaKWH
niarno3: Hemockonanmuii ocreorenes. Bpospkena
BaJia cepiis: BIAKpUTA apTepialibHa MPOTOKA, CHH-
npom Eiizenmenrepa. Jlerenesa rimepreH3id,
WHO-FC III. BigHocHa HEAOCTaTHICTh TPHCTYJI-
KOBOTO KjamaHa. HegocraTHicTh Kiianana JiereHe-
Boi aprepii. [Iponanc mepeqHbOI CTYIKH MIiTpalib-
Horo kmanana Il crymens, perypritamis 1,5+
CynpaBeHTPUKYIISIpHA eKcTpacucToiis. CHHIPOM
paHHBOI permonsgpu3aiii NUIYHOYKiB. XpOHIUHE
JISTEHEBE ceplle, TopakoaiadparmaibHa (Gopma,
cragist cyokommencamii. XCH IIA cr., 31 30epe-
XKEHOI ()PAKINEI0 BUKHULY JIIBOTO HUTyHOouKa, K
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I (mo NYHA). [IIpaBobiunmii rpymHO-
noriepexoBuii  ckomio3 IV crymens. Cunapom
OJIAKUTHHUX CKJIEp.

Ha 1ieit MOMEHT JliKyBaHHS HEJIOCKOHAIO-
rO OCTEOreHe3y JIMIIe cUMIToMaTnyHe. BeneHHs
TaKMX XBOPUX IIOJSAra€ y 3I0POBOMY CIOCO0i
KHUTTS, YHUKAHHI TaJiHHs, MpoQLIaKTUII Tepe-
JIOMIB, BYACHIM MIarHOCTHII Ta JIKYBaHHI KiCTKO-
BHX Ta I03aKICTKOBHUX IPOSBIB IIOI'0 3aXBOPIO-
BaHHS.

VY XBOpOi BHACIIIOK HEOMEPOBAHOI BajaH
cepus chopmyBaBcs cuHIpOM Eif3eHMeHrepa i
BHMHHUKJIA BUPQ)KCHA JIereHeBa rinmeprensis. Ha mei
Yac € KUTbKa TaKTHK JIKYBaHHS TaKHUX XBOPHX:
MEIMKaMEHTO3HE, TPaHCIUIAHTAIlisl cepIlsl Ta Jie-
TeHb YW TANIiaTUBHI ONepaTuBHI BTpy4aHHs [14].

MenykaMeHTO3HE JIIKYBaHHsS ITOBHHHO
OyTH CIpsIMOBAaHUM Ha JIIKYBaHHS TPOSIBIB Jiere-
HeBol rimepTen3ii. BignopinHo 10 pekoMeHaalii
€BpOIEHCHKOr0  KapiONOoridyHoro  TOBapHCTBA
(2015), BUKOPUCTOBYIOTh HACTYIIHI TPYIH Iperia-
partiB: iHTiOITOPH PocdoiecTepasu 1’ ATOro TUIY,
MPOCTAHOIAM Ta aHTArOHICTH EHIOTENIHOBHX pPe-
nenropiB. Mo iHribitopie  docdomiecTepazu
II’SITOr0 TUITY HaJIeKaTh cuiieHadi, BapaeHadi,
taganadin, nonenadin, apanadin ta inmm. [Ipen-
CTaBHUKaMHU TPYIH TPOCTAHOIAIB € LIOMPOCT,
CIOMPOCTEHOJ, TPEMPOCTIHLI. boceHTaH MOBHHEH
3aCTOCOBYBATHUCS Y XBOPUX 3 CUHApOMOM Eli3en-
MeHrepa, nounHatoun 3 Il ¢yrKIiOHaTBHOTO
kiacy mo WHO (I B). Iumi aHTaronictu eHmore-
JMHOBUX pelenTopi, iHridbiropu dochomiecrepa-
3 TI’ATOTO TUIY T4 MPOCTAHOIAW MOBHHHI PO3T-
JIAAATHCS JUTS MALi€HTIB 3 cuHApoMoM Eif3eHMeH-
repa 3 Il ¢pynakiionansauM Kiacom mo WHO (Ila
C). Takox y xBopux 3 cuaapomomM EizenMenrepa
3 I ¢yskmionansauM kitacoM mo WHO moxHa
posrisiaatn kom6inoBany Tepaniro (IIb C). Cuig
3BEpPHYTH yBary, 1o OJOKaTOpW KajbIli€EBUX Ka-
HaJIB HE TIOBUHHI BUKOPHCTOBYBATHUCS JIS JIKY-
BaHHA XBopux 3 cuuapomom FEifzeamenrepa (111
C) [7]. biokaTopu KalbIlIEBUX KaHAJIB 3HUXKYIOTh
apTepiaibHUI THCK Y BEIMKOMY KOJIi KPOBOOOITY,
30UTBIIYIOYM TAKHMM YHHOM CKHJI KPOBI 3 JIereHe-
BOI apTepii B aopTy.

Ha croromHimHiii geHb BiACYTHI peKoMe-
HOallil 100 BUKOPHUCTaHHS aHTHUKOATYJSHTIB Y
XBOpHX i3 cuHApoMoM Eiizenmenrepa. Ixue 3a-
CTOCYBaHHS, 3Ba)Kaloud Ha PU3UK KPOBOXapKaH-
Hs1, IHCYJIBTY, KPOBOTEY, € KOHTpOBepciitHuM [ 14].

Ha 1ie#t yac HeMae 4iTKMX KPUTEPIIB 11010
BHOOpPY ONTHMAIBHOTO Yacy OINEPaTUBHOTO JIKY-
BaHHS. TpaHCIUIAHTAIlisl JIETeHb 13 KOPEKIE0
BaJM ceplsl abo ceprieBO-JereHeBa TPaHCIUIaHTAa-
i — KIHIEBA OMIlisl A JIKyBaHHS XBOPHUX 3
cuHApoMOoM El3eHMeHrepa, y SIKMX € O3HAaKH He-
CHIPUSTIUBOrO MPOTHO3Y (TOTipiieHHs (QyHKIIO-
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HAJBHOTO CTaTyCy, HamaJd IMPaBOILTYHOYKOBOT
HEIOCTaTHOCTI, BayKKi PO3Jaad T'€MOAWHAMIKH,
0COOJIMBO BHpaKeHE MOpYyIIeHHS (YHKIIi ITy-
HOYKIB Ta BHCOKI piBHI HATPIHypETUUHUX TIENITH-
nie) [7]. Ilpore cepueBo-iereHeBa TpaHCIUIAHTA-
IisS acCOIIIOETHCS 3 BHCOKOKO IEPHOIEPAIliitHOI0
JieTabpHICcTIO [15].

I3 maniaTUBHUX METOJMK JIiKyBaHHS Haii-
YacTillle BUKOPHCTOBYIOTH oOrmepaliiro Miosepa,
MpH SKili CTBOPIOETHCS 3BY)KEHHS JIET€HEBOI ap-
Tepii 3a gonomororo TackMu. [licis Takoi omepa-
1ii TPOBOAATH KOPEKIit0 Baau cepusd. OqHaK Taka
oreparisi € OUIbII epeKTHBHA Y MOJOJOMY BiIli
[16].

Yacro xBopi 3 cunapomom Eifzenmenrepa
MAaIOTh TEPioId BUPaXEHOI JecaTypailii KpoBi. Y
TAaKWX BUMAJIKaX MOXE BUKOPHCTOBYBATHCS TpH-
Baja okcureHorepamis (12—15 romuH Ha JeHb).
Bona MoXke 3MEHIIUTH CUMIITOMU XBOPOTO, TPOTE
HE BIUTMBA€E HA BHKUBaHHA [ 14].

Haiibinpi aieKBaTHOIO TaKTUKOK BEIEH-
Hsl ONMCAHOI BHIIE XBOPOI OYJIO BUACHE JiarHoc-
TyBaHHS HEIOCKOHAJIOTO OCTEOreHe3y, a TaKOoXK
BPOJDKECHOT BaJiM CEePIis — BIIKPUTOI apTepiaabHOl
nporoku. Kopekiis ocraHHBOI Tonmsarana abo B
crpobax MEAMKaAaMEHTO3HOr0 3aKpUTTs 10ymnpode-
HOM YH IHJOMETAIlMHOM, a00 MUISXOM Yepe3IIKi-
PHOTO iHTEpPBEHIIIHHOTO BTpY4aHHs, a0 3a JIoMo-
MOI'OI0 oreparii Ha Bigkpuromy cepii. HaBiTh
KOJIX OYJ10 BCTAHOBJICHO JiarHO3 BIIKPUTOI apTe-
piabHOT IPOTOKH (Y IIECTUPIYHOMY Billi), MOXKHA
Oyno TpoBecTH ii 3aKpUTTS ONEPATHBHHUM IILIS-
X0M. Xoua HaWKpallli pe3yJbTaTH 1€l IpoIeTypr
OJICPXKYIOTh, KOJH OIEpallifo MPOBOJATH OJpazy
MICNIS HEeBAaul JBOX CHpo0 3akputTTsA 10ympode-
HoM [17]. 3ami3Hiyie mpoBeneHHs omneparii mpu3-
BOJIUTH JI0 MiJBHIICHHS PE3UCTEHTHOCTI JIeTeHe-
BUX CyJIUH.

Jnst miaTBep/UKEHHS J1arHO3y HEJOCKO-
HAJIOr0 OCTeoreHe3y MoTpidHa KOHCYJbTaIlis Te-
HETHKa 3 MOJNAIBIIMM IOIIYKOM MYTOBaHOTO Te-
Ha, IO TPHU3BIB J0 I[LOTO 3aXBOPIOBaHHS. Buss-
JieHHs1 1e(h)eKTUBHOTO TeHa JI03BOJISIE BCTAHOBUTH
THI HEJIOCKOHAJIOTO OCTEOreHe3y, MOKPAIUTH
MOIIYK 3aXBOPIOBaHb OPraHiB Ta CHCTEM, SKi MO-
KyTh OyTH acolLliiOBaHUM 13 MEBHUM THIIOM I[bO-
T'0 3aXBOPIOBaHHS.

Bucnopok. HenockoHanuii ocreoreHes
YacTo 3aJMIIAEThCSl HE JiarHOcTOBaHWi. Buache
HOro BWSIBIICHHS Ta BCTAHOBJICHHS THUIY MOXeE
MOKPAIIUTH TIOIIYK K KICTKOBUX, TaK 1 MMO3aKicT-
KOBHX MPOSIBIB IIbOTO 3aXBOPIOBAHHS Ta BUOpaTH
oNTHUMalbHE JiKyBaHHs. [Ipu obOcTexeHHi aiTel
CIIiJ| 3BEPTATU yBary Ha KOJip CKiep: OJIaKMUTHUH
KONIip MOXE CBIIYMTH TMPO BPOPKEHI 3aXBO-
pIOBaHHS, Taki SIK HEJOCKOHAJHMA OCTEOreHEs,
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cunapomu Mapdana, Emnepca-/lannoca, [1’epa-
PobGena, Kpy3ona Ta iHm. Y Takux IiTEH CIifg
MPOBOANTH BceOiuHE OOCTEXKEHHS 3 METOI TI0-
IIyKy aHoMaiid 3 OOKy opraHiB Ta CHCTeM, i3
MO/IAJIBIIOK KOHCYJIBTAIIEI0 Yy TeHETHKA Ta BHSB-
JICHHSIM JIe)eKTHOTO T'eHa.
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HBIX BPOXKJICHHBIX TTOPOKOB CEp/Ilia, KOTOPbIA 0e3
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JICYCHUSI TIPUBOJUT K PA3BUTHIO JICTOYHOW THUTIEP-
TeH3un. C BO3PACTOM JIETOYHAS] THUIEPTECH3US
TIOCTETIEHHO MPOTPECCUPYET, YCIOXKHICTCS CHH-
JIPOMOM OH3EHMEHTepa, MPUBOAUT K 3HAUUTEIh-
HOMY CHWIKEHHWIO TPOJODKUTEIFHOCTH U Kade-
CTBa JKU3HU OOJIBHOTO.

JlocTaTodHO dYacTO OTKPBITHIN apTepH-
AQTBHBIA TPOTOK ACCOIMHUPYETCS C JAPYTUMHU
BPOXKJICHHBIMU aHOMAJIHMSIMH, K KOTOPBIM OTHO-
CUTCSI ¥ HECOBEPIICHHBIH OCTEOTeHE3. ITO
HACIIEICTBEHHOE 3a00JIeBaHNe, BOSHUKACT BCIE-
CTBHC MyTaI[MHU T'eHa IMPOKOJIJIareHa MepBOro THITA
Y KIMHUYECKU MPOSBISETCS KaK KOCTHBIMU, TaK U
BHEKOCTHBIMH aHOMaIHMsIMHU. J[OBOIBHO 9acTo B
JIETCKOM BO3pPacTe€ HECOBEPIICHHBIN OCTEoreHe3
OCTaeTcss HEe JUArHOCTHPOBAHHBIM M MHOTHE €ro
TIPOSIBJICHUSI HE 3aMEUarOTCS.

B »sr1o0i1 crathe omuMcaH MMEHHO TaKou
Cly4yald ¢ pealibHOW KIMHUYECKON NMPAaKTHUKH, KO-
rIa B JABAAUATAJICTHEH MAIIMEHTKH HECOBEPIIICH-
HBIM OCTEOreHe3 10 CUX IIOp He ObUI TUArHOCTH-
poBaH. Kpome Toro, B 3TO# MaliueHTKH OTKPBITHIN
apTepHaIbHBINA MPOTOK OOHAPYKUIIM B IIECTUIICT-
HEM BO3pacTe, paJuKadbHOE OIepaTHBHOE JicUe-
HUE HE MPOBOAWIOCH. Y OOJbHOW BO3HHMKIIA BbI-
paXkeHHas JICTOYHAs THIIEPTEH3US, OCIOXHUB-
meiics curapoMoM Oi3eHMmenrepa. llarmmenTka
MMeeT YeThipe ()EHOTHIUYECKUE MPU3HAKUA HECO-
BEPIUICHHOT'0 OCTEOreHe3a: ToyOble CKIIephl, HH3-
KOE TEJIOCI0KEHNE, BPOXKICHHBIN MMOPOK cepAma 1
ckonmro3. CoueTaHrue TaKUX MPU3HAKOB 3aCTaBIIs-
eT 3agyMaThcs 00 aHOMAalMK CHHTe3a KoJularcHa,
HaOJIIOIaeTCs TIPU HEKOTOPBIX HACNEACTBEHHBIX
3a00NeBaHUsAX U TpeOyeT KOHCYJbTAIlMKd Bpaya-
TEHETHKA C MOCIEAYIONUM ITOMCKOM MYTHPOBAB-
mero reHa. CBoeBpeMeHHasi AMArHOCTHKA HECO-
BEPIIICHHOT'0 OCTEOr'eHe3a YIYYIIAeT BEHISIBICHUE
JIPYTHX KOCTHBIX W BHEKOCTHBIX TPOSBICHUI
3TOr0 CHHJpPOMAa M IIOMOTraeT BHIOpaTh ONTHMAlb-
HYIO TaKTUKYy BEIICHUS TaKuX MarueHToB. Hamu-
YKe TOIyObIX CKIIEP Y JACTeH TOMKHO HaCTOpaXkKH-
BaTh Bpaueii B OTHONIICHUM HACIEIACTBEHHOTO
3a00J1eBaHUSA C BO3MOXXHBIMA MHOTOYHCIICHHBIMHU
MIPOSIBJICHUSIMH CO CTOPOHBI Pa3JIMYHBIX OPTaHOB
U CHCTEM.

KuaroueBble cjoBa: HECOBEPIICHHBIM
OCTEOT€HE3, OTKPBITBI apTEepUabHBIA IPOTOK,
CHUHApPOM Di3eHMEHrepa, CHHIPOM TOIYOBIX
CKJIED.
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Abstract. Patent ductus arteriosus is one
of the most common congenital heart defects,
which without well-timed diagnostic and radical
surgical treatment leads to the development of
pulmonary hypertension. In such patients, the
pulmonary hypertension gradually progresses and
may be complicated by Eisenmenger syndrome
leading to the significant reduction in the duration
and the quality of life.

Often the patent ductus arteriosus is
associated with other congenital abnomalies,
including osteogenesis imperfecta. This is a
hereditary disease that occurs as a result of
mutation in the gene encoding the first type
procologen and manifests by both skeletal and
extraskeletal  features. Often  osteogenesis
imperfecta remains undiagnosed in childhood and
many of its manifestations are not detected.
Besides patent ductus arteriosus, the osteogenesis
imperfecta is associated with aortic root dilation,
atrial and ventricular septal defect, mitral valve
prolapse, mitral regurgitation, aortic valve
prolapse.

The case of retarded diagnostic of this
syndrome in real clinical practice is described in
this article. Osteogenesis imperfecta in a twenty-
year-old woman hasn’t been diagnosed. In

172 2(6) kBiTeHb-uepBeHb, 2018

«Art of medicine»

addition, in this patient the patent ductus
arteriosus was detected at the age of six years old,
no radical surgical treatment was performed. The
patient developed severe pulmonary hypertension,
which was complicated by Eisenmenger
syndrome.

The patient has four phenotypic features
of the osteogenesis imperfecta: blue sclera, short
stature, congenital heart defect and scoliosis. The
combination of such signs allows to think about
an abnormal collagen synthesis, which is observed
in some hereditary diseases, and requires the
consultation of a geneticist followed by the
detection of a mutated gene. Well-timed
diagnostic of the osteogenesis imperfecta
improves the detection of other skeletal and
extraskeletal manifestations of this syndrome and
helps to choose the best management of such
patients. The presence of blue sclera in children
should alert doctor regarding hereditary disease
with possible numerous manifestations in various
organ systems.

Nowadays, there are following available
options for this patient’s management: heart-lung
transplantation, pharmacological treatment with
endothelin receptor anntagonists,
phosphodiesterase-5 inhibitors, prostanoids and
palliative measures. Ductus arteriosus closure is
not recommended for this patient nowadays: it
does not lead to the reduction of pulmonary
hypertension and may be harmful.

Keywords: osteogenesis imperfecta, pa-
tent ductus arteriosus, Eisenmenger syndrome,
blue sclera syndrome.
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