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CkeneTHi aucnnasii — pigkicHa reHeTyHa Natonoris, ska € HaciAKOM NOPYLLIEHb OCTEO-, XOHAPOreHesy Ta iHLINX 3MiH PO3BITKY 1 POCTY enidizap-
HVX XPSILLIB, enidizis, meTadisi, AiadidiB AOBIX KICTOK, Tin XpebLjs, WO Npr3BoaAMTsL A0 NopyLleHs GyHKLIT neprdepundHrx cyrnobis i xpedTa B AiTei.
MeTa — 03HalloM1TH 3 0COBMBOCTAMN Nepeliry, KAIHIYHKUX NPOSBIB | AlarHOCTyBaHHA cnonannoenidizapHol avcnnasii (CE) 3 octeoapTpuTom Ta
NPOrpecytoyM OCTEONOPO30OM Y ANTAYOMY BiLL.

HaBeaeHo KNiHIYHMI BUNAAOK B/1aCHOMO CMOCTEPEXEHHA 3@ ANTUHOIO MIANITKOBOrO BIKY 31 CKaprami Ha YTPYAHEHY XOAY, LUBKAKY BTOMIOBAHICT,
KynbraHHs, CTapToBuii 6inb y cyrnobax, CnuHi NPOTArOM AHA, OOMEXEHHS (DYHKUIT KONIHHUX, KYIbWOBUX, N1EY0BWX, NIKTbOBUX | NPOMEHEBO-
3an’AcTHYX cyrnobis, WMHHOro BiAAiNYy XpeOTa, KOHTPaKTYpH NIKTBOBYX | NPOMEHEBO-3an’ ACTHYX Cyr106iB. 38 HAABHOCTI TUMOBYX O3HaK (heHOTUNY
CE[] (HV3bKMii 3pICT, CNeumiyHi pucy 06a1My4s, WBKNAKAE BTOMIIOBAHICT, Ky/braHHs, CTapToBuid Ginb Y Cyrnodax, CAvHI NPOTAroM AHs, OOMEXeHHs
PYHKLUIT KOAIHHWUX, KYNbLIOBKUX, NNEYOBWX, NIKTBOBKX | MPOMEHEBO-3aM ACTHUX CYrN06IB, WWIAHOro Biadiny xpedTa, KOHTPaKTypu NIKTbOBMX
I NPOMEeHeBO-3an"ACTHYX CyrN00IB) Y ANTUHM HE BUSIBNIEHO EKCTPACKENETHUX NPOSBIB. 3a pe3ynbTatamMmin MONEKYNAPHO-FeHETUYHOrO AOCIKEHHS
B NaLieHTa iAeHTUMIKOBAHO reTepo3nroTHui BapiaHT y reHi COL2AT (C.611G>A (p.Gly204Asp)), SK1iA aCOLIIOETHCS 13 3aXBOPIOBAHHAM KICTOK | Xapak-
TePK3YETHCA PO3BUTKOM FrEHepani3oBaHoOro 0CTe0apTpO3y Ta CCTEMHOIO OCTEONOPO3y.

BucHoBku. BpoaxeHa CE/L]y antayomy Bili MOXe nepebiraty Nia Mackolo PeBMaTUYHUX 3axXBOPIoBaHb 6€3 ABHOI NatopaTopHOT akTMBHOCTI 3a-
NanbHOro NPOLECY Ta 3 PaHHIM PO3BUTKOM KOHTPRAKTYP, TYropyX/IMBOCTI B Cyr106ax i IpOrpecyioHyoro oCTeonoposy. XBopi NoTpedbytoTe KOMMIEK-
CHOIO OOCTEXEHHS 13 3aCTOCYBaHHAM Cy4acHVX 1a00PaTOPHKX, IHCTPYMEHTaNbHUX | FEHETUYHUX METOAIB OOCTEXEHHS, PeTeNbHOro AndepeHLii-
HOrO AiarHOCTYBaHHS | 3a1y4eHHs My1bTUANCUMNAIHAPHOT KOMaHAW CneuianicTiB ANnsg BeAeHHs Takyx NauieHTIB.

LocnipxeHHa BUKOHaHO BIANOBIAHO A0 NPMHUMNIB ["eNbCIHCLKOT Aeknapallii. Ha nposeaeHHs A0CNIAXEHHS OTPUMaHO IH(POPMOBaHY 3rofy 0aTbKiB,
ONTUHN.

ABTOPM 3a9BAAI0TE NPO BIACYTHICTb KOHMANIKTY IHTEPECIB.

KnrouoBi cnoBa: criorannoenicizapHa aucnnasia, Aitv, mytauid reda COL2AT
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Skeletal dysplasia is a rare genetic pathology that is a consequence of disorders of osteo-, chondrogenesis and other changes in the development
and growth of epiphyseal cartilage, epiphyses, metaphyses, diaphyses of long bones and vertebral bodies, which leads to dysfunction of peripheral
joints and spine in children.

Aim — to familiarize with the features of the course, clinical manifestations and diagnosis of spondyloepiphyseal dysplasia (SED) with osteoarthritis
and progressive osteoporosis in childhood.

A clinical case of own observation of a child of adolescent age with complaints of difficulty walking, rapid fatigue, limping, starting pain in the joints,
back during the day, limitation of function of the knee, hip, shoulder, elbow, radiocarpal joints, cervical spine, contractures of the elbow, radiocarpal
joints is presented. In the presence of typical signs of the SED phenotype (short stature, specific facial features, rapid fatigue, limping, starting pain in
the joints, back during the day, limitation of function of the knee, hip, shoulder, elbow, radiocarpal joints, cervical spine, contractures of the elbow,
radiocarpal joints), no extraskeletal manifestations were detected in the child. During molecular genetic testing, a heterozygous variant in the COL2AT
gene (p.611G>A (p.Gly204Asp)) was identified in the patient, which is associated with bone disease and is characterized by the development of gen-
eralized osteoarthritis and systemic osteoporosis.

Conclusions. Congenital spondyloepiphyseal dysplasia in childhood can occur under the guise of rheumatic diseases without obvious laboratory
activity of the inflammatory process and early development of contractures, stiffness in the joints and progressive osteoporosis. Patients require
a comprehensive examination using modern laboratory, instrumental and genetic examination methods and careful differential diagnosis and involve-
ment of a multidisciplinary team of specialists for the management of such patients.

The study was performed in accordance with the principles of the Declaration of Helsinki. Informed consent of the child’s parents was obtained for the study.
The authors declare that there is no conflict of interest.

Keywords: spondyloepiphyseal dysplasia, children, COL2AT gene mutation.

Cxenerna qucmnazis (C/]) — 11e reHeTUYHO JieTep-  IWTh J0 TOPyIeHHd QYHKITI1 iepuepuyHUX CYyTJI0-
MiHOBaHa MATOJIOTIs, IKa € HACAIIKOM IopyIieHb  OiB i xpebra [5].
0CTe0-, XOHIPOTeHe3y, PO3BUTKY i pocty aiadisis, Binomo monaiimentre 461 suz C/1 i3 penoTumo-
MeTaiziB, emihizis Ta emiizapHUX XPSIIIB IOBTUX  BOIO i TEHOTUIIOBOIO TeTEPOTEHHICTIO, SKi i/leHTHdi-
KICTOK i TiJT1 XpeOIliB y AUTSIYOMY Billi, 1[0 TPU3BO-  KOBaHi 32 OCTAHHBOIO HO30JIOTIE0 1 KtacuiKaIieo
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reHEeTUYHUX CKeJIeTHUX po3safiB [1]. nenTudiko-
BaHO 437 reHiB, ki 6epyThb yyactb y po3sutky C/I,
cepe/l HUX HalyacTille 3aTy9eHUMU TeHeTUIHUMHA
gokycamu € COL2A 1 FGFR.

3aranbraa yactoTta C/l Ha MOMEHT HapoOJKeHHS
npopisaioe 1:5000 KuBOHAPOIKEHUX i CTAHOBUTH
6JIM3BKO 5% yCiX BPO/KEHUX Bajl pO3BUTKY. /liTH i3
C/I xapakTepu3yIoThCst HU3bKUM 3POCTOM, siepop-
MalIli€io KiHI[IBOK, XpeOTa, 0CTe0apTPUTaMH, 8 TAKOK
B OKPEMUX BUITAJIKAX BTPATOIO CIIyXY, IIPpobIeMaMu
3 30poM 1 HeBpoJIoTiYHUMU po3yasamu [ 1].

binpmicts ckeneTHUX AUCTIIA31#i 3yMOBJIEHI
MyTaIli€io reHa abo JeKiJIbKOX TeHiB ui edirmrom
OLIKIB, 1110 6epyTh y4acThb y (hOpMyBaHHi KiCTKOBOI
cucteMu [2]. 3amekHo Bij ToKasi3aiii JOMiHyI0UnX
MOPYIIEHDb POCTY KiCTOK PO3Pi3HAIOTDH AMCIIA3ii
emiiza, metadisa, giadisa, emidizaproro xpsimma:

I. Incrunasii emichiza — nosierridizapHe nopyiieH-
HS €HXOH/IPAJIbHOTO OKOCTEHIHHS; CIOHANIOETTi(hi-
3apna muctiasist (CE/l); BpomkeHa qucnmiasisg Kyb-
1moBoro cyrioba; xsopobda Illeepmana—May.

1. Iucnnasii metadiza — rimodocdarasis; ppoH-
ToMeTtadizapHa AUCILIA3isL.

IT1. Incnmasii giadisa — HeOCKOHATIWIT OCTeoTe-
He3; HaOyTa iionaTiyHa rimepriasis madisis.

IV. ucnnasii enigizapHoro xpsiia — aXxoHIPO-
J1a3isg (XoHApoaAuCTpodivHA KAPJIUKOBICTD ); EHXOH-
npomatos (xBopoba OJibe).

CrionmoernidizapHa InUCIIasisg — piJikicHe reHe-
THUYHe, HesleTaslbHe 3aXBOPIOBAHHS, SIKe YPaXKYE€ elli-
disu JOBIUX KiCTOK KiHIIIBOK 1 Tijia XpeOIiB, 110
MPU3BOIUTD /10 3HUKEHHS POCTY, KaPJAUKOBOCTI,
anomasniii ckenera. Yacrora momupernsa CE/ no-
pisrioe 1 Bumaziok Ha 10 000 HOBOHAPOKEHNX,
CITIBBI/IHOIIEHHS 3aJI€KHO Bijl CTATi YOJIOBIKIB /10
JKiHOK cTanoBuTh 1:1 [2].

XapaKTepHUMH KJIIHIYHUMU O3HAKaMHU JIiTeH i3
CE/l € HU3bKUI 3piCT Bijl HAPOJIKEHHS 3 IyKe KO-
pPOTKHUM TyJIyOOM 1 TMHEI0, BKOPOUYEHI KIHIIBKH,
CKOJIIOTUYHA MTOCTaBa, IPY0-TIOTIEPEKOBUH Kiho3,
6oukomoaibHa gedopMmallist TPyAHOT KIITHHU,
KOHTPAKTYpu cyrio0iB, HASBHICTH coXa vara, genu
varum/valgum, niacki pucu o6auuYs, MUPOKI
MIPOMiKKH MiK O9MMa, IOBOJIi YacTO BOBYE TIi/IHE-
6inns. CrenudiyHIMU CUMITTOMAMU TIPU Il 1a-
TOJIOTii € TJTyX0Ta, MOpYyIIeHHs 30Dy, OB’ d3aHe
3 KOPOTKO30PiCTIO, Bi/IINIapyBaHH CITKIBKH, KaTa-
pakroio [1].

Pospisasiors aBa ocnoBHi Tunin CE/l, Koxxuuit
3 IKUX YCIaJKOBYETHCA MO-PI3HOMY Ta A1arHOCTY-
€TBCS B Pi3HI MEPiON KUTTS IUTUHHA [2]:
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CE/l Bpo/pkeHa — ayTOCOMHO-ZIOMiHAHTHE yCTIa/l-
KyBaHHs, BUKJIMKaHe MYTalli€lo B TeHi Kosareny I1
(COL2ATY);

CE/l 3amiznena — X-3uerjieHa periecCBHA HAWTIO-
nmmpenimma ¢hopMma, cipuynHeHa MyTaIli€l0 B TeHi
TRAPPC2 (noxyc Xp22.2-p22.1), xapakTepusy€eTh-
¢4 mi3HIM 1o4aTKoM (y i TKOBOMY ab0 10POCIO-
My Billi).

CrnonausoericizapHa AUCILIa3is BpoisKeHa, 00y-
MoBJieHa MyTaiti€io B reni COL2A 1, pinkicHe 3axBo-
pIOBaHHS 3 Ay TOCOMHO-/IOMiHAaHTHUM THUIIOM yCIIa/l-
KyBaHH 1 iporpecytounm 1epebirom. Ten COL2A 1
posramoBaHuil y 12-i1 xpomocomi q13.11 i koxye
6110k KoslareHy Tuiry 11, SKuii € OCHOBHUM CTPYK-
TypHUM GiJTKOM Xpsimia i Kictku. MyTaitii B iboMy
reHi CHPUYMHSIOTD TOPYIIIEHHS B IIpoliecax CUHTE3y
3a3HAYEHOTO O1JTKA, BUKJIUKAIOYH 3MIHU B CTPYKTYPi
KOJIareHy i pU3BOJSYM 10 PO3BUTKY Bajl Xpebra,
[0 BIIJINBAE HA NMPaBUJbHY HoOpMy i QyHKIIIIO
xpebtis [8].

Hageneno BiacHe crioctepeskeHHs 32 IUTUHOIO
3 PaHHIM [MOYaTKOM OCTEOAPTPUTY 1 BUPAKEHUM OC-
Teorropo3oM Ha TJii C/I.

HocaifzkeHHs BAKOHAHO BiITIOBiIHO /10 TPUHITA-
miB lebcincebkoi gekapartii. Ha mpoBemerHs poci-
JUKEHHST OTPUMaHO iH(GOPMOBaHY 3rony OaTbhKiB,
JIUTUHU.

Kiiniunwuii BUna1ox

Xiorietip, BikoM 16 pokiB, yrepiie rocriitasisoBa-
HUH 10 BifiJi/IeHHs peBMaTUUHUX XBOPOO y ziTeil
1Y «BceykpaiHCbKUii IIEHTP MAaTEePUHCTBA Ta JU-
tuacTBa HAMH Ykpainns (1Y «BIIM/I HAMH
Ykpainus ) 31 ckapraMu Ha yTPYAHEHY X071y, ITBUIKY
BTOMJTIOBAHICTh, KyJIbIaHHsI, CTAPTOBHIA GiJib ¥ Cy-
ry106ax, CIIUHI IPOTSATOM JiHsT, 0OMEKeHHS (DYHKITIT
KOJIIHHUX, KYJIBIITOBUX, TLJIEYOBUX, JIIKTHOBUX 1 TTPO-
MeHEeBO-3all’ ICTHUX CyIJI006iB, MUIHHOTO BiAIiay
xpe0Ta, KOHTPAKTYPHU JIKTHOBUX i POMEHEBO-
3aIl’ICTHUX CYTJI001B, MO TPU3BETIO 10 OOMEKEHHST
KOHTAKTIB 3 OTHOJIITKAMU, 3aMKHEHOCTI, JIETTPEeCUB-
Horo ctany (puc. 1).

3 aHaMHe3y JKUTTS BiZIOMO, IO ANTHUHA HAPOJIKe-
Ha Bix 11 BaritrocTi, I11 dizionmoriunnx mosoris.
Cimeiinnii anamMHe3 00TsIKEeHUIT 32 lereHepaTHBHO-
mcTpoiuHNM 3aXBOPIOBAHHAM. Y MaTepi — 1edop-
MYIOYHI CIIOHANIOAPTPUT, TPOTPY3il MiZKXpeOIeBUX
nuckiB L4—L5, octeornopos, B anaMHe31 KOMITPeCiii-
HUIT TIEPEJIOM TPY/THOTO BijIIiTy XpebTa; y CTapiioro
6paTa — CIIOHIUJI0APTPHT, OCTEOIIOPO3; y OaThKa —
TTOJIIKICTO3 HUPOK.
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PicT i po3BUTOK IUTUHU TTPOTATOM TIEPIINUX POKIB
KUTTS — 6e3 0co0IMBoOCTel. 3aTPUMKY (PIBUYHOTO
PO3BUTKY MaTH IOMiTHJIa 3 6 POKiB, a TIEPIITi 03HAKA
xBopobu — 3 11 pokiB. Xo4ya aKTUBHUX CKapT XJIO-
melb He BUCJIOBJOBAB, MAaTH TOMIiTHJIA TTBUIKY
BTOMJIIOBATHUCH, 3HMKEHHS (DiI3UYHOI aKTUBHOCTI,
HIBUKE TIporpecyBanus gedopmaiiii cyriaobis.
VY Bini 12 pokis namienra o6creskeHo B 061acHii
JIUTSYil JIiKapHi 3a MicIleM IIPOKUBaHHSI, XBOPOOY
PO3IIHEHO K I0BEHLIbHUN i/1i0TAaTUYHUN apTPUT
(IOTA), nomapTput, npusHayeHo 6a3ucHy XBOPO-
6omomdikyody Tepariio (MeToTpeKcaT) i HecTe-
POiIHI IpoTH3amaibHi 3aco0u. 3acTocoBaHa Tepa-
Misl He MaJia TO3UTUBHOTO eeKTy Ha 3arajJbHuil
CTaH ANTHHMU 1 He rTolepe/iua IporpecyBaHHs XBO-
pobu.

Y 3B’s13Ky 3i 306epekeHHIM 00MesKeHHsT (PYHKITIT
IUITHOTO Bijiny xpebTa i nepudepudHux cyriaobis
3a piK IUTUHI TPOBENEHO CIIUHTUTPAdIT0 BCHOTO
TiJIa, Bi3yaJi30BaHO HAKOTTMYEHHS TIpenaparTy y Bu-
TJIS11 BKJITOYEHb Y KiCTKOBiM CTPYKTYPi, Andy3Hi
3MIHM TI0 BCill MPOTSKHOCTI XpebTa, ¥ KPUsKOBOMY
BiiIi/Ii — HePIBHOMIPHUN PO3MOAIT TIpenaparty
3 HAOITHITUMY HAKOTTNIEHHSIMU B TIOTIEPEKOBOMY
Bitisri xpebTa i HasIBHICTIO JlereHepaTUBHO-IKC-
TpodiuauX Hecnenndivanx 3MmiH. Bigznaueno 3mi-
HU B CyTJI06axX KiHI[IBOK y BUTJISIII acUMeTpil i mmiji-
BUILEHOTO HAKOIIMYEHHS [IPerapary i3 HalOiIbImm
MPOSBOM Y KyJIBIIIOBUX, KOJTIHHUX, TOMiJTKOBOCTOII-
HUX CYTJI06aX 10 TUITY HECTIEIU(IYHOTO TPOTIECY.

IIpoBeneno Takox KOMIT'I0TepHY ToMOTpadito
(KT) monepekoBoro Biiy xpebra i Taza. Y mari-
€HTa BUSBJIEHO I0BEHILJIbHI MTOJTICETMEHTAPHI leTeHe-
paruBHO-AUCTPOGIUHI 3MiHU, JIETKUI CYOXOH/1ATTh-
HUIl cKJepo3 moBepxXxoHb auckiB L3-S1 3
BHYyTpintHbOryOuacTimu rpukamu [1Imopsist Ha pis-
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Puc. 2. [lntnHa BikoM 13 pokiB. Komm’totepHa Tomorpadia no-
nepekoBoOro Bigainy xpebTa i Taza

HUX PiBHAX, AM(Y3HUN apTPO30-aPTPUT MizKXPes-
1EeBUX JUCKIB B inTepBasi L3—S1 3i crupanusam ixHix
[MOBEPXOHbD, I0PCAJIbHI HAlIBKPYTJIi BUCTYIIU MiXK-
XpeOIeBUX UCKIB HA BChOMY MIPOTsi3i. Y KPUIKOBO-
KIyOOBUX CyrI06aX BUSBJIEHO HE3HAYHY yTePTICTh
KOHTYPiB MOBEPXOHb JBOX KYJBIIOBUX CYTJa00iB
(puc. 2).

[IpoTsarom HaCTYITHUX POKiB Y AMTUHY TTOCUIIUBCS
6istb y cyrio0ax HUKHIX KiHITIBOK, TPUEIHABCS Oijib
IUIHOTO, TIOIIEPEKOBOTO Biiay XpeOTa i B Cyriio-
6ax BepXHiX KiHI[IBOK, 301/IbIIMINCS TYTOPYXJIH-
BiCTb i 0OMesKeHHsI (DYHKIIIT KOJIHHUX, KYJIbIIOBHX,
UIEYOBHX i IPOMEHEBO-3aIT SICTHUX CYTI00iB, TIOCTY-
0BO chOPMYBaJINCSI KOHTPAKTYPH JIKTHOBUX CY-
r100iB i BupaxkeHi gedopmariii KOJIHHUX CYrI100iB.

Y nunaMilli ciocTepeskeHHsT XBOPOTo 132 Pe3yJib-
tartamu oBTopHOI KT 1momIepexoBoro Bitity xpeo-
Ta i Ta3a BUSBJIEHO HEraTUBHY JAMHAMIKY: PaHHIHI
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Puc. 3. ntnHa BikoM 16 pokis. Komn’totepHa Tomorpadia nonepekoBoro Biaainy xpebTa i Taza: A — oBOOIYHI apTPO3Hi 3MiHK
cnpasa |-l cT., acumeTpuyHe 3MEHLLIEHHS Cyrno60BOI WiNMHW, NePUapTUKYNSPHUIA KpanoBuii octeoditos; b — pedopmadia ta
CMN/IOLLIEHHS TiN NONepeKoBmx xpebLis; B — cybxoHApanbHUIA CKNeEpPO3 NOBEPXHI ANCKIB MONEPEKOBUX XPebLiB

ndy3HUIT OCTEOTIOPO3 TiJl XPEOITiB 3 e opMaItiero
i CIJIOIEHHSIM TiJI TIOTIEPEKOBUX XPeOIliB, YHACII0K
repeHaBaHTaKEHHS Ha TJIi ocTeornopoay. [liaraocto-
BaHO JIiBOOIYHMIT CKOJTI03, CYOXOHAPAIBHUI CKJIEPO3
MOBEPXHI JAUCKIB i3 BHY TPIIIHBOTYOUACTIMU TPUKA-
mu [IImopiist, octeodiTn Ha pi3HUX PiBHSX, MM Yy3HE
apTPO30-apTPUTHE YPaKeHHs MixKXpeOIeBIX JUCKIB
L3—S1 3i cTupanHsaM iXHIX TOBEPXOHb, MPOTPY3ii
MizkxpeOIeBUX JIMCKIB y BCiX Biiax xpeOra, 1BO-
GIYHMIT CaKPOLTIEIT i3 CYOXOHIPATLHUM CKIEPO3OM
CyrI000BHX MOBEPXOHbD. Y Ta30CTErHOBUX CYTI00axX
BUSIBJICHO /IBOOIUHI apTpo3Hi 3mitu cripaBa [-1I cr.,
acvMeTpPUYHE 3MEHIIEHHsI CyTI000BO1 IIiTMHMA, TIe-
PUApPTUKYJSAPHUIN KPalioBUil 0cTeodiTo3, TIepe/Hii
MIBUBUX KayaJbHOTO cerMeHTa Kynpuka. Ha Bcbo-
MY JIOCJTI/[PKyBAHOMY CETMEHTI — BUPA3KOBi ypaskeH-
Hs1 cyr100iB Tasza i KyJIbIoBux cyrio0is (puc. 3).
Xaonig y Bitti 16 pokiB rocmiTanizoBaHo /10 KJIi-
Hiku 3 fiarno3oM «IOTA, mosiapTput (KyJabIloBuX,
KOJIIHHUX, JiKTbOBUX, TOMiJIKOBOCTOIITHUX,
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IPOMEHOBO-3aII SICTHUX 1 MiZK(haIaHTOBHX CyT/I00iB
000X KHCTElt, CAaKPOLJIeiT, CIOHANIOAPTPUT )>.

[Tix yac kAIHIYHOTO OTJISITy 3BEPHYTO yBary Ha
opbiTa/abHMII TiepTeI0pU3M, CiAIONOIOHNI HiC
i 3aTpuMKy pocty y xBoporo (-2,4 SD). Buasieno
nedopMallito IpoMeHeBO-3aIl ICTHUX, TI'SICTHO-
3aIl’ICTHUX 1 Mizk(aIaHTOBUX CYTJI00IB KUCTEId; KicT-
KOBi PO3POCTaHHS IUCTATBHUX (hasaHT Mixk cepe/l-
HbBOIO 1 ANCTAIBHOIO (pajlaHTaMU MaJbIiB KUCTEH
(Bysmuku TebGepiera) Ta BY3JIMKH i KICTKOBI pO3poc-
TaHHS B iJISSHII TPOKCUMAIBHUX MisK(aslaHTOBUX
cyriobax, Mix IPOKCUMaJIbHIMHU 1 cepeaHimMu da-
JIJaHTaM¥ TajblliB Kucte (By3auku bymapa)
(puc. 4). BugaBieHo TyropyxJjauBicTh y JTiKTbOBUX
cyriobax, 0OMeReHy POTaIliio KyIbIIIOBUX CYTI00iB,
nosutuBHUM cumntom Kymenescokoro I, I1. Kosin-
Hi Ta FOMiJIKOBOCTOIIHI cyri06u gedirypoBati, 6e3
HaOPsIKiB, 0OMesKeHa iXHsT (DYHKIList STMHAHHS 1 PO3-
IMHAHHS, XBOPHII CKap/KUBCS HA [IePioMIHIiT OiJh
y IIUAHOMY i TIOTIEPEKOBOMY Bi/iTiiax XpeoOra.
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Puc. 4. QntnHa Bikom 13 pokiB. KicTKOBi po3pocTaHHa ancranb-
HUX hanaHr MiXX cCepefHbOIo | ANCTaNbHOK danaHramm nanb-
LiB KMCTel (By3nukm NebepaeHa), By3/mMKu i KICTKOBI po3poc-
TaHHS B AiNSHUI NPOKCMManbHUX MiXXdanaHrosmx cyrnoobis,
MiX NPOKCUManbHUMK | cepefHiMmn chanaHramm nasnbLiB KNCTen
(By3n1kun bywapa)

A
Puc. 5. lnTnHa BikoM 16 poKiB. ¥ 1bTpa3ByKOBE AOCAIAXEHHSA NiBOro NiKkTboBOro (A) i FOMiNKOBOCTONHOro cyrnobis (B)

3a pesyJibrataMmu BceGiuHOTO 00CTEKEHHS IUTHHH
J1abOPaTOPHOI AKTUBHOCTI 3AMAJIBHOTO TIPOTIECY B OP-
ra"ismi He BusIBJeHO (1oKa3HUKN C-PeakTUBHOTO
6isIKa, IBU/KICTH OCIIaHHST ePUTPOIMTIB, PeBMaTHU-
Hi Mapkepu — y HopMi ). DyHKITisI HUPOK i TIe4iHKN He
nopyIieHa. BMicT 3arajibHOTO KaJIbITiio Ta HEOPTaHiy-
HorO (hocdopy, piBeHb TapaTTOPMOHY B CHPOBATIII
KpOBi — y Mexkax iziosoriunoi Hopmu. DyHKITis 11-
TONOAIOHOI 3271031 1 PIBEHb CTaTEBUX TOPMOHIB KPO-
Bi — y HopMmi. Konmenrpariist 25(OH)D y cuposatii
KpoBi cTanoBua 20 HT/MJI, IO CBiTYIIIO TIPO HETO-
CTaTHICTb ITHOTO BiTaMiHy B OpraHi3Mi.

[Tposeneno yasrpazBykose gocaimkents (Y 3/1)
cyr100iB, BUSIBJIEHO CHCTEMHI O3HAKU €PO3iii, 0CTe0-
(iTiB, 3HMIKEHHST BUCOTH XPSIIIA Ta €KCYTaTUBHO-
nposriepaTuBHi 3MiHM CMHOBIT (puc. 5).

3a pesyJibTaTaMM IIPOBE/IEHHSI MarHITHO-Pe30-
HancHoi Tomorpadii (MPT) 3naiineno o3naku zere-
HepaTuBHUX 3MiH xpebra B Tinax C7-S1 xpebuis,
XapaKTepHi /1J1 0CTeOXOHpoTiartii emiizin (XBopo-
6a [MToepmana—May) (puc. 6).
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Tabauys
PesynbTatn ABOhOTOHHOI PEHTIreHIBCbKOI AeHCUTOMETPIT
nauieHTa
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YBecCh ckenet 0,654 -4.4 -3,5
[NonepekoBuiA BiAain 0,746 2.4 -1,6
xpebTa
Lnika cternosoi kictkn | 0,569 -3,2 -2,7
[poKCcUMansHWA BiAAIN 0,546 -3,8 -3
CTerHa

15

4.55sp —ul |

Puc. 6. AntnHa BikoM 16 pokiB. MPT-03HaKu gereHepaTtuBHUX
3MiH xpebTa

Busasneno oznaku ocreoaprpury Il cT. i pomide-
PaTUBHO-EKCYIATUBHOTO CUHOBIITY 060X KYyJIbIIIO-
BHX CYTJI00iB i3 AiagHKaMK HaOPSAKY KiCTKOBOTO
MO3KY Ta JIpiObHOI KicTOTO1iOHOT 1Iepeby/10BU, XOH-
npomastsaitii IV ct. mpaBopyu Ta I ct. iBopyy, coxa
valga, 6isatepanbHoro heMopo-areTabyasspHOTO
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Puc. 7. AntnHa BikoM 16 pokiB. MBrHiTHO-pe30oHaHCHa TOMO-
rpadia KynbLoBoro cyrnoba: octreoaptput Il cT., nponidepa-
TUBHO-EKCYAaTUBHUIN CUHOBIIT Ky/bLLOBOrO Cyrnoba 3 AingH-
KaMun HabpPSAKY KiCTKOBOIO MO3KY

IMITIH/IZKMEHTY cam-THUITY, eHXOH/I[POMU JAUCTATbHO-
ro Metajiiadiza cTeraoBoi Kictku (puc. 7). Busgsieno
cyOXOHIPaIbHUI CKJIEPO3 CYTJI000BUX TIOBEPXOHD
KPHIKOBO-KJIYOOBUX CITOJTy4eHb, Y3yPUCTICTD iXHIX
KOHTYPIB, 1[0 00yMOBJIEHO €PO3UBHUMU 3MiHAMU
XPAIIOBOI OBEPXHI Ta CyOXOHIPAIBHOTO IIPOIIAPKY,
SIKi GLIBIN BUPasKeHi B AIJISTHIT CyOXOH/IPaIbHOT 110-
BepXHi KJIybGOBUX KiCTOK.

3a TaHUMHU JIEHCUTOMETPil Y XBOPOTO BUSBJIEHO
3HUKEHHS 1IJIBHOCTI KICTKOBOI TKAaHWHM (32 TIOKa3-
HUKaM# Z-KPUTEPit0) Ta SIBUIIA BTOPUHHOTO OCTE0-
noposy (Tabu1.). Taki MOKINBI IPUYMHA BTOPUHHO-
rO OCTEeOINopPO3y, sIK KypiHHS, 3JIOBXKUBAHHS
AJIKOTOJIEM, BJKIBAHHS HAPKOTHKIB, TPOOJIEMH 3 Xap-
YyBaHHSM i TOPYIIEHHSIM TPaBJIeHHs, XPOHIUHA HUP-
KOBa HEeJOCTATHICTD, MIIOTOHAJU3M Ta 1HIII €H/I0-
KPUHHI PO3JIaJIN, 3a1lepevyeHo.

Y reHeTHYHOMY IEHTPI IUTUHI IPOBEIEHO TaH-
JIEMHY Mac-CIIeKTPOMETPit0. 3MiH aMiHOKUCIIOTHO-
r'O Ta alUJIKAPHITUHOBOTO CIIEKTPiB KPOBi HE BUSIB-
JIEHO, aKTUBHICTH XiTOTPUO3MU/a3H OPiBHIOBAIA
18 MOJIb/TO/1/MJI TITTA3MU, BMICT 3araJIbHUX TJI1KO3a-
MIiHOTJIiKaHiB i TOKa3HUKHA TOHKOIIIAPOBOI XpOMaTo-
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rpadii osirocaxapuiiB He BiZ[pi3HsAIMCA Bij| (hizio-
JIOTIYHUX TTOKA3HUKIB.

3a pe3yJbTaTaMu MOJIEKYISIPHO-TEHETUYHOTO JI0-
CJIJIDKEHHS 32 IOTIOMOTOI0 CEKBEHYBAHHS HOBOTO
nokoJinasg (NGS) y marienta BUSBJIEHO TTATOTEHHY
myTaitito rea COL2A 1. IneaTudikoBanuii retepo-
surotHuii Bapiaut y redi COL2A7T (c.611G>A
(p-Gly204Asp)) onticaHo sIK TaKuii, 1O ACOIIIOETh-
4 13 3aXBOPIOBAHHSIM KiCTOK, 0 TIOB’SI3aHO 3 KOJIa-
reHoMm II tutmy i xapakTepusyeTbCsi PO3BUTKOM Te-
HepaJi30BaHOTO OCTE0APTPO3Y 1 CUCTEMHOTO
OCTEOII0PO3Y.

BpaxoByioun o0TsKeHMIT CiMeTHUT aHaMHe3 1~
TUHK (HasIBHICTD JiereHepaTHBHO-MeTa00 IYHKX 3a-
XBOPIOBaHb KiCTKOBOI CHCTEMHU Ta BPOJKEHNX B/
PO3BUTKY cepeji poaudiB | JiHii criopi/iHEHOCTI),
KJIIHIYHI 0c06IUBOCTI Ae610TY i epebiry XxBopobu
(3aTpUMKa POCTY 3 TIEPITUX POKIB JKUTTS, SHUKEHHS
Gi3nUHOT AKTUBHOCTI, MiABUIIIEHA BTOMJIIOBAHICTh,
mocTymoBe (hOpMyBaHHS TYTOPYXJNUBOCTI Ta fiedop-
Maitii cyrso0iB 3a BiICyTHOCTI O3HAK KJIIHIYHOT i J1a-
6OPaTOPHOI AKTUBHOCTI 3a1aJIbHOTO IIPOIECY B OP-
raHi3aMi), pe3yJbTaTU IHCTPYMEHTAJIbHUX
nocijzkens (Y 3/, KT, MPT i aBocoTronnoi penT-
reHiBChKOI IEHCUTOMETPIl), IaHi TeHeTHYHOTO 00-
CTeKeHHs, MMalliEHTOBI BCTAHOBJIEHO /liarHO3 «Bpo-
mrera CE/l, Buknukana myTarttieio rena COL2A1».

Oo6rosopenHst

Konarenomnarii I tumy, BuK/JnKani naTOrTeHHUMY
Bapiantamu rena COL2A 1, xapakTepu3yIOThCs -
POKHUM CIIEKTPOM KJIHIYHUX 1 PEHTTeHOJOTIYHUX
03HaK, MOXYTh MaHi(hecTyBaTH B Pi3Hi BIKOBI T1epi-
onu. Y IUTSYOMY Billi 4acTille TPArIsTioThest popmMu
3 OLJIbII BUPAKEHOIO KJIIHIYHOI0 KAPTUHOIO ab0 He-
3Buuaitti penorunu jgerkux popm CE/L (25%), yac-
TO TTPUXOBAHI 11T MACKOIO IOBEHIJIBHOTO PEBMATO1/I-
HOTO apTpuTy abo JereHepaTUBHUX 3aXBOPIOBAHb
KyJIBIIOBHUX cyT100iB [4]. Okpemi aBTOpH 3BEpPTAIOTH
yBary Ha HeJJOCTaTHE /1ialrHOCTYBAaHHsI JIeTKUX (popM
CE/l i3 mepeBa)kHUM yPaKeHHAM KYJIbITOBUX CY-
r71001B 32 HOpMaJIbHOTO pocTty [3].

Hagenenuit BUiafiok mizITBEPIKYE, 10 B /IiarHOC-
tyBanHi COL2A7-acomniiioBannx C/l BaskamBO Bpa-
XOBYBATH HASIBHICTD K KJIACUIHUX (DEHOTHUITIB BPO-
mxennx CE/l, SKi MpoSBASIOTHCS 3 HAPOKEHHS
1 MOCTYTIOBO MPOTPECYIOTh, TAK i PiIKICHUX (HOpM
nisupoi CE/ i3 moyatkom y mizymitkoBomy abo Ha-
BiTb JIOPOCJIOMY BITIi.

¥ crniocTepekeHoro narfieHTa TUIMTOBUMU O3HAKa-
mu enoruny CEJl y crnekTpi kojareHomnatii
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I tumy 6yB HU3BKMIT 3picT, crienudivHi prcu 06 d-
4, MBUKA BTOMJIIOBAHICTh, KyJIbIaHHS, CTAPTOBUN
6isb y cyT/I00ax, CIIUHI TIPOTSITOM [THST, 0OMeKEeHHST
(GyHKIIT KONIHHEUX, KYJIbINIOBUX, MIEYOBUX,
JIKTHOBUX 1 TTPOMEHEBO-3AM ICTHUX CYTJI00iB,
MUIHHOTO BiyIiry XpebTa, KOHTPaKTyPH JiKThOBHX,
[IPOMEHEBO-3aIl ICTHUX CYII006iB 3a BiICYTHOCTI
eKCTpacKeJIeTHUX ITPOSIBIB, Ha SIKi 9aCTO 3BEPTAIOTH
yBary okpemi aBTopu (BpO/IsKeHa MiOITisi BUCOKOTO
CTYTIeHsI, BOBYE TTi{HeOIHHSI, CECHCOHEBPAIbHA TTPH-
rIIyxyBaTicTb) [3].

3a IaHUMU TeHeTUYHUX JIOCTIIKeHb OCTaHHIX
POKIB y MAIi€HTIB i3 PiI3HUMHU KJIIHIYHUMY BapiaH-
Tamu KoJsiarenomnatiii [1 tuny BusiBsieno 54 Bapiantu
rena COL2A1, i3 nux 28 paniiiie e OyJin omucami
B 6a3i ganux HGMD (Human Gene Mutation
Database) [4]. 3 anasi3y reHeTHYHUX TOJTIMOP(i3-
MiB B OKpPEMHUX I'PyIIax HaI[i€HTIB BCTAHOBJIEHO, 1110
63% BapiaHTiB IPU3BOAATH /10 3aMiHM TJIIIUHY
B oBropax Gly-XY. HasBHicTb TUIY 3aMinlieHHSsT
B MAIIEHTIB aCOIIOETHCS 3 PO3BUTKOM BPOJIKEHO1
croHANIOeMmi(hi3apHOi AUCTIIA3ii PI3HOTO CTyTEeHs
TsKKOCTI. J[esiki BapiaHTu mosiMopdisMy 1pu 3a-
MiHi TJHIMHY Ha 1HIITI aMiHOKUCJIOTH acollifioBaHi
3 piakicaumu genorunamu. Hanpukmnaz, 3aminy
TAIMHY Ha cepuH y mo3uiii 945 BUSABIEHO
B 11-piuHOrO XsI0MYMKa 3 PO3CIKAI0IUM OCTEOXOH-
JIPUTOM TOJIOBKH JIiBOI CTETHOBOI KiCTKH. 3aMiHy
TTINUHY Ha BaJiH y mo3utlii 348 giarHocTOBaHO
y 7-piuHoro npobaHia 3 IepTecono[iGHuMM 3MiHa-
MU B Ta30CTETHOBUX CYTJI06aX. Y XJIOMYNKA BIKOM
3 POKIB 3 apTpaJITisSIMKU Ta PO3BUTKOM KOHTPAKTYP
cyry100iB BUSIBJIEHO 3aMiHY TUIIIMHY Ha BaJIiH Y 110-
autii 207 [4]. J. Jurgens Ta cmiBaBT. [4] onrmcano
TPHOX HAIIEHTIB 13 IPOTPECyI0YO0IO IICeBOPEBMa-
Toignoio auciiasieo Ta CE/l Tumy 3 BapiantTom
c.619G>A (p.Gly207Arg). T. Rolvien Ta cmiBasr.
[6] y criocTepeskenHi 3a MaTip’io Ta i 8-piuHUM CH-
vowm i3 CE/I i panHiM ocTeoapTpUTOM BUSBIEHO
BapiauT ¢.620G>A (p.Gly207Glu). A. Travessa Ta
CHiBaBT. [ 7] TOBiIOMJIEHO TIPO 8-PiYHOTO XJIOTMYNKA
i3 CE/I, nto xapaktepusyBaJsiacst IporpecydnmMu
KOHTPaAKTypaMu Ta IepeuyacHUM JleTeHepaTuBHIUM
3aXBOPIOBAHHSIM CYTJI00iB 32 HOPMAJIBHOTO POCTY.
Omucano TakoX KiJibKa crieliniuHuX TeHHUX MY-
TaIlii, SKi Tpu3BoAATH 10 po3BuTKy CE/] i3 panHim
MIOYaTKOM OCTe0apTPUTy i/abo octeonoposy [4].

¥ HaBezmeHOTO HAMU TTAITIEHTA BUSBJIECHO TETEPO-
aurotHy myTtaiito B reHi COL2AT (¢c.611G>A
(p-Gly204Asp)). 1151 3mina moc1iIoBHOCTI 3aMiHIOE
HEWTPaJbHUM 1 HETTOJISIPHUH TJIIIIMH HA aclapariHo-
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BY KHCJIOTY, SIKA € KUCJIOTHOIO 1 MOJISIPHOIO, Y KOZIO-
Hi 204 6inka COL2A1 (p.Gly204Asp). llopibuuit
BapiaHT BiACYTHIN y MOMyasiiiinnx 6a3ax qanux
(memae yactoru gnom AD) i Tpo HLOTO HE TTOBI/10-
MJISIETBCS B JTiTepatypi B 0cib i3 mopiOHuMu heno-
TUTIaMU 3aXBOPIOBaHb, moB’si3anumu 3 COL2AT.
[Ipu 1boMy BapiaHTi MOPYIIYETHCS JOMEH TTOTPiii-
Hoi criipani COL2A 1. 3anuiku raiuHy B TOBTO-
pax Gly-Xaa — Yaa joMeHy moTpiitHoi cripasi He-
00OXigui ans cTpyKTypusanii Ta crabisbHOCTi
hiOpUIAPHUX KOJIaTeHiB.

OT:xe, icHyIOUi Ha CHOTO/IHI JIaHi BKA3yIOTh, IO
1lell BapiaHT € MaTOreHHUM, ajie HeoOXiHi Joaar-
KOBI CIIOCTEPEKEeHHH 1 TeHeTUYHI JOCTiIKeHH4,
11100 JI0BECTH MAaTOTEHHICTh TaKoTo BapianTa. [Tpu-
BeJleHUI HaMU Kelic MiJTBEPKYE, 10 MOJIMOP-
dism COL2AT (c.611G>A (p.Gly204Asp) ) xapak-
TepudyeThcd po3BuTKkoM Bpomxkenoi CEJl i3
pPaHHIM OCTEOAPTPUTOM Ta OCTEOTIOPO30M Y ITiIJIIT-
KOBOMY BiIIi.

Tepamis 11i€l kaTeropii NaIi€eHTiB 1OCTAaTHHO
CKJIaIHA, MastoeeKTUBHA, TUCKyTabeabHa, XBOPi
oTPeOYIOTh KOMILJIEKCHOT TPUBAJIOT TAKTHKH JIiKY-
BaHHs, CIIPSMOBAHOI Ha 3a1100iraHH HEBPOJIOTIY-
HUM Ta OPTOMEAUYHUM yCKJIAJIHEHHSIM Yepes
KOMIIPECiIO CIIMHHOIO MO3KY, HecTaOiIbHICTh Cy-
r1006iB, fereHepaTuBHI 3aXBOPIOBAHH S cerI06iB
i recopmarito 10BTUX KicToK. OcTaHHIMUA POKaMu
pPO3I10YaTO JOCJIi/I)KeHHS OTEeHIliady TeHHOI Ta
kitrnaHOI Teparnii ocreoaptputy pu CE/l. Takox
PO3TJITHYTO 3aCTOCYBAHHS TPAHCIIJIAHTATIB Me3€H-
XiMaJIbHUX CTOBOYPOBUX KJIITHH i pereHepartii xpsi-
1a ex vivo JIJisk BIITHOBJIEHHS JleTeHePOBAHUX CYy-
rno6iB. Jleski 3 nux crpareriii MOXKYyTh OyTH
e(eKTUBHUMH B IAII€HTIB, SIKi CTPaKAAIOTh BiJI
CE/l 3 ocTreoapTputom [1].

BucHoBku

OcTeoxoHapoaAnCIIIa3ii — piKicHA MATOJIOTis
B IMTSAYOMY Billi, OKpeMi BapiaHTH IKUX NPU3BO-
JISITH JI0 PAHHBOTO apTPUTY i ocTeonioposy. C/I yac-
TO MOKYTb MAaCKyBaTHUC TiJ[ iHIIII peBMaTUYHI 3a-
xBOopoBaHHs, 30kpema, IOIA (aprpaurii,
nedirypartii, reopmartii cyrio6iB Ta y3ypartii xpsi-
11iB), 110 Hepebirae 6e3 1abopaTOPHOI AKTUBHOCTI
Ta Ma€ HEJIOCTATHIO Bi/ITIOBi/Ib HA TPOTOKOJIbHY Te-
parmifo. /[udepenttiiiHe iarHOCTYBaHHS IIUX 3aXBO-
PIOBaHb JOCUTH CKJI/IHE, TOTPEOYE TEHETUYHOTO
TeCTyBaHHS, 0COOJMBO B KaTeropii marienTis i3
paHHIM OCTEOAPTPUTOM 1 TO3UTUBHUM CiMEeHUM
AHAMHE30M.
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[TpuBenenuit KATHIYHUN KeC TATBEPIKYE,
mo mytanii B reni COL2A1 (c.611G>A
(p.Gly204Asp)) xapakTepu3yOThCsI PO3BUTKOM
y nmainienTiB penoruny CE/ i3 octeoapTputom Ta
OCTEOIIOPO30M.

Bpomxena CE/l y nutsuomy Billi Moske mepe-
6iraTu 1iJ MaCKOI0 PeBMaTHUYHKMX 3aXBOPIOBAHb
6e3 ABHOI JJTabopaTOPHOI AKTMBHOCTI 3aM1aJbHOTO
npoliecy i 3 paHHIM PO3BUTKOM KOHTPAKTYP, TYTO-
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