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CkeneTHi ancnnagii — pigkicHa reHeTYHa Naronoris, gka € HacNiAKOM NOPYLIEHb OCTEO-, XOHAPOreHeay Ta iHLLNX 3MiH PO3BUTKY 1 POCTY enidisap-
HUX XPSALLIB, enidigiB, meTadisie, AjadidiB AOBMX KICTOK, Tin XpeOLjs, WO NPU3BOAMTL A0 NOPYLLIEHL GYHKLT nepudepundHx cymoobiB i xpetTa B AiTeN.
Merta — 03HaloMNTL 3 OCOOMMBOCTSMU NePeBiry, KNIRIYHKX NPOSABIB | AlarHOCTyBaHHA cnoravnoenidizapHol ancnnasil (CEL) 3 octeoapTputom Ta
NMPOrpecyoYM OCTEONOPO30OM Y ANTAYOMY BiLl.

HaBe/aeHO KAiIHIYHUIA BUNAAOoK B/1aCHOMO CIOCTEPEXEHHS 3@ ANTUHOIO MIANITKOBOrO BiKY 3i CKapramu Ha yTpyAHEHY X0y, WBNAKY BTOMIIOBAHICTb,
KynbraHHaA, CTapToBNMiA Oinb y cyrnodax, CrnHi MpOTArOM AHSA, OOMEXEHHS PYHKLUIT KOMIHHNX, KYNBLUOBUX, NNEYOBKUX, NIKTbOBUX | MDOMEHEBO-
3an'dCTHMUX Cyrno6iB, LWWMAHOrO BiAAINy xpedTa, KOHTPaKTYp NIKTbOBYKX | (DOMEHEBO-3aM AICTHMX CYr100IB. 3@ HAABHOCTI TMNOBWX O3HaK (heHOoTUNY
CEJ (H13bKuUi 3picT, cneumdidni pucv 06nnyys, LWBMAKaE BTOMIIOBAHICTb, Ky/braHHS, CTapToBWIA Ginb Yy Cyrnodax, CinHi NPOTAroM AHSA, OOMEXEHHSA
DYHKUIT KOMTHHMX, KYTbLIOBKX, NAEHOBUX, NIKTbOBUX | MPOMEHEBO-3aM ACTHUX Cyr/100iB, LWMAHOTO BiaAiny XxpebTa, KOHTPaKTypH NiKTbOBMX
i NPOMEHEeBO-3aM ACTHMX Cyr100IB) Y AUTUHM HE BUSBNEHO EKCTPacKeNeTHIX NPOSBIB. 3a pe3y/ibTaTamy MONEKYNSPHO-TEHETUUHOrO AOCNIAXEHHSA
B NauieHTa IneHTUMIKOBaHO reTepo3nroTHIA BapiaHT y reri COL2AT (c.611G>A (p.Gly204Asp)), Sknii aCOLIIOETHCA i3 3aXBOPIOBAHHAM KICTOK | xapak-
TEPU3YETLCHA PO3BUTKOM reHEPasli30BaHOro OCTE0apTPO3Y Ta CUCTEMHOIO OCTEOMNOPO3Y.

BucHoBku. Bpoaxera CEL y AnTayomy BiLl MOXe nepebiraTi Nia Mackolo peBMaTUYHIX 3aXBOPIOBaHb 06€3 ABHOI 1a00paTOPHOT akTUBHOCTI 3a-
nasbHOrO NPOLECY Ta 3 PaHHIM PO3BUTKOM KOHTPAKTYP, TYTOPYX/IMBOCTI B Cyr/100ax i MPOrpecyioyoro 0CTeonoposy. XBopi NoTpedyioTs KOMMIeK-
CHOIrO OOCTEXEHHSA i3 3aCTOCYBAHHAM Cy4aCHUX 1a00PaTOPHWX, IHCTPYMEHTATbHNX | FEHeTUYHNX METOAIB OOCTEXEHHS, PETENbHOr0 ANMEPEHLii-
HOIO AiarHOCTYBaHHA | 3a/1y4YEHHA MyIbTUANCLUMIIIHAPHO! KOMaHAM CneuianicTis ANd BeAeHHA Taknx NauieHTiB.

LocnigkeHHA BUKOHaHO BIAMOBIAHO A0 NPUHUMNIB [ e/1bCIHCBKOT Aeknapaliil. Ha npoBeaeHHdA AOCNIIKEHHA OTPUMAHO iIH(hOPMOBaHY 3rofy 0aTbkis,
OUTUHN.

ABTOPV 3a9BNAI0TL NPO BIACYTHICTE KOHMIKTY iHTepecis.

KntouoBi cnoBa: cnoranioenichisapHa Avcnnasia, 4itv, mytauia reHa 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 COL2A7
gene (p.6NG>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 quctasis (CJ]) — 11e TeHeTUYHO JleTep-  UTH JI0 TOPYyIIeHHs (DYHKITi1 IepruepuIHNAX CYTII0-
MiHOBaHa MMaToJIOTis, sTKa € HACJIiIKOM MopyIneHb  0OiB i xpebra [5].
0CTe0-, XOHJIPOTeHe3y, PO3BUTKY I pocTy miadisis, Bigomo monaiimentie 461 sug C/1 i3 penoruro-
MeTadizis, emiiziB Ta emiizapHUX XPAIIiB JOBIMX  BOIO i TEHOTUITOBOIO FeTePOTeHHICTIO, SKi i1eHTH(i-
KICTOK 1 TiJI XpeOI[iB y AUTAYOMY Billi, 1[0 IPU3BO-  KOBaHi 32 OCTAaHHBOIO HO30JIOTIETO 1 Ki1acupiKaIlliero
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reHeTUYHUX CKesleTHUX posnais [1]. Inentudiko-
BaHO 437 TeHiB, siki 6epyThb yuacTb y po3Butky C/I,
cepeJl HUX HailyacTillle 3aJly4eHUMU TeHeTUYHUMU
gokycamu € COL2A 1 FGFR.

3aranpha yactoTta CJl Ha MOMEHT HAPOJPKEHHS
nopiBHioe 1:5000 XUBOHAPOIKEHUX i CTAHOBUTH
6JIM3bKO 5% YCiX BPOKEHNX Bajl po3BUTKY. JliTH i3
C/I xapakTepusy1oTbCsi HU3bKUM 3POCTOM, Jieop-
MaIli€o KiHIIBOK, XpeOTa, 0CTe0apTPUTAMU, & TAKOK
B OKPEMUX BHIIAJKaX BTPATOIO CIYXY, TPOOIeMaMu
i3 30pOM i HEBPOJIOTIYHUMY po3ranamu [1].

BinpmicTs creseTHUX AUCAa3iil 3yMOBJIEH]
MyTalli€io reHa abo JeKiJIbKOX reHiB uu gedinuroMm
6iJIKiB, 1110 6epyTh y4acTh y (hOpMyBaHHi KiCTKOBOI
cuctemu [2]. 3ayexHo BiJ| JoKasi3arlii JOMIHYI0UNX
MOPYIIEHDb POCTY KiCTOK PO3Pi3HAIOTDH AMCTIA3ii
emidisa, meTadisa, giadiza, enmidizapHoro xpsiia:

I. Tucnmasii emidiza — nmomiemniizapae mopyiieH-
Hs €HXOH/IPAJIbHOTO OKOCTEHIHHS; ClIoHANIoeIi(hi-
3apHa nuctiazisg (CE/L); Bposkena muciiiazis KyJib-
1moBoro cyrno6a; xsopoda Illeepmara—May.

I1. Incmnasii metadiza — rinodocdarasis; hpon-
TomeTadizapHa aucTIasis.

IT1. dwucnrasii giadiza — HemOCKOHAINI OCTEOTE-
He3; HaOyTa iionarnyHa rinepruiasis riadisis.

IV. lucnnasii emigizapHoro xpsima — axoHIpo-
m1a3ig (XOHAPOAUCTPO(diUuHA KAPJIUKOBICTD ); EHXOH-
apomaTos (xBopoba Ouibe).

CnonmauioernidizapHa quCILIasis — piKicHe reHe-
TUYHE, HeJleTaTbHe 3aXBOPIOBAHHS, SIKe YPAKYE elTi-
i3y MOBrHUX KiCTOK KiHI[IBOK i Tijia XpeOIliB, 110
MPU3BOAUTD /10 3HUKEHHS POCTY, KapJIUKOBOCTI,
aHoMautiii ckenera. Yacrora nomwuperus CE/] mgo-
pisaIioe 1 Bunaziok Ha 10 000 HOBOHApPOIXKEHNX,
CITiBBi/IHOIIIEHHS 3aJI€KHO Bijl CTATi Y0JIOBiKiB /10
JKiHOK cTaHoBUTH 1:1 [2].

XapakTepHUMHU KJIIHIYHUMU O3HAKaAMU JIiTel i3
CE/I € Hu3bKui1 3picT BiJi HAPOJKEHHS 3 Iy Ke KO-
POTKKMM TyJay6OM i M€, BKOPOYEHI KIHI[IBKH,
CKOJTIOTUYHA TTOCTaBa, IPY0-TIOTIePEKOBUH Kido3,
6oukononibHa medopmallisi rpyaHOI KJIAITUHH,
KOHTPAKTypHU CyTJI00iB, HASTBHICTH cOXa vara, genu
varum/valgum, miacki pucu obaudds, MUPOKi
MPOMiKKM MisK 04MMa, TOBOJIi 4aCTO BOBYeE TIi/IHE-
6irnst. CrerudiyHUMU CUMITTOMAMU TIPU Tl 1a-
TOJIOTII € TJIyX0Ta, IOPYILIeHHs 30pY, 0B’ d3aHe
3 KOPOTKO30PiCTIO, Bi/llIapyBaHHs CiTKiBKH, KaTa-
pakromo [1].

Pospizugiors aBa ocnoBHi tnnin CE/I, koxxuauMit
3 IKUX YCTAIKOBYETHCS MO-Pi3HOMY Ta /IiarHOCTY-
€TbhCS B Pi3HI IEPIOAN KUATTS IUTUHMA [ 2]:
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CE/l Bpo/keHa — ayTOCOMHO-/IOMiHAHTHE yCIIa/I-
KyBaHHS, BUKJIUKAHEe MyTaIli€l0 B TeHi KoJsiareHy 11
(COL2AT);

CE/l 3amiznena — X-3uernsena perieCiBHA HAUTIO-
nrmperinia hopma, CIpUIMHEHA MYTAITI€I0 B T€HI
TRAPPC2 (nokyc Xp22.2-p22.1), xapaKkTepu3y€eTh-
¢s1 TMi3HIM TToYaTKoM (¥ T/ TKOBOMY ab0 I0pOCIO-
MYy Billi).

CronnoerichizapHa AUCILIA3ist BPOIKeHa, 00y-
MOBJIeHa MyTaiti€io B TeHi COL2A 1, pifkicHe 3aXBo-
PIOBaHHS 3 Ay TOCOMHO-ZIOMiHAHTHUM TUTIOM yCTIa/I-
KyBaHHs i mporpecytounm repedirom. Tew COL2A 1
postamoBanuii y 12-# xpomocomi q13.11 i koxye
6isok Kosareny tuny 11, sSIkuii € OCHOBHUM CTPYK-
TypHUM OiiKoM Xpsiiia i Kictku. MyTaitii B 1iboMy
TeHi CIPUYNHSAIOTH TOPYIIEHHS B TIPOTIECaX CUHTE3Y
3a3HaY€HOTO OiJIKA, BUKJIMKAIOYH 3MiHU B CTPYKTYPi
KOJIareHy i PU3BOJSAYM 10 PO3BUTKY BaJl Xpebra,
NI0 BIJIMBA€E HA NPaBUJIbHY (opMy i HYHKIIIIO
xpebitiB [8].

Haseneno BiacHe crioctepeskeHHS 32 IUTHHOTO
3 PaHHIM II0YaTKOM OCTE0apTPUTY i BUPaKeHUM OC-
Teorropo3oM Ha TJ1i C/I.

JocaipkeHHs BUKOHAHO Bi/IIIOBIZHO JI0 TPUHITU-
miB [esbcincebkoi aexapartii. Ha mpoBenenHs goci-
JUKEHHST OTPUMaHO iH(GOPMOBaHy 3T0oy 6AThKIB,
JTUTUHU.

Kiniynuii BUnaaox

XJiortelip, BikoM 16 poKiB, yiiepiie rocmitaisoBa-
HU /10 Bi/UTiIJIEHHST PeBMaTUYHUX XBOPOO y [iTei
Y «BceykpaiHCbKuUil IIEHTp MaTepPUHCTBA Ta -
truHcTBa HAMH Ykpainns (1Y «BIIMJI HAMH
Ykpainus ) 3i ckapramu Ha yTPYTHEHY XO.LY, ITBUIKY
BTOMJIIOBAHICTb, KyJIbIaHHS, CTAPTOBMIL OLIb y Cy-
r7106ax, CIIUHI TPOTSITOM JIHST, 0OMesKeHHs (PYHKILiT
KOJIIHHUX, Ky JTbIIIOBUX, TIJIEYOBUX, JTIKTHOBUX 1 TIPO-
MEHEBO-3aIl SICTHUX CyTJI001B, MIMHHOTO BiAIiay
xpebTa, KOHTPAKTYPHU JIKTbOBUX i IPOMEHEBO-
3aI’SICTHUX CYTJI00IB, 110 IPU3BEJIO 10 00OMEKEeHHS
KOHTAaKTIB 3 OJIHOJIITKAaMU, 3aMKHEHOCTI, JIeTTPECUB-
Horo ctany (puc. 1).

3 aHaMHe3y JKUTTS BiZIOMO, 1110 IMTUHA HAPOJIKe-
na Big I Baritnocri, 111 ¢isiosoriunux moJoris.
CimeliHuii aHaMHe3 0OTSIKEHUI 3a IereHepaTUBHO-
MUCTpOdiIYHNM 3aXBOPIOBAHHSM. ¥ MaTepi — fiehop-
MYOUHiT CIIOHUIOAPTPUT, TPOTPY3il MiKXPeOIIEeBUX
muckiB L4—L5, ocTeonopos, B aHaMHe31 KOMITPeCiii-
HUII TIePeJIOM TPYIHOTO BijiIiny XpebTa; y CTapuioro
Opara — CIIOHIUJIOAPTPUT, OCTEOTIOPO3; Y GaThKa —
MOJIiKiCTO3 HUPOK.
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PicT i po3BUTOK AMTUHY NTPOTSITOM MTEPIINX POKIB
KUTTS — 6e3 0cobmMBOCTel. 3aTPUMKY (HiBUIHOTO
PO3BUTKY MaTl MOMITHJIA 3 6 POKIB, a MepIili 03HAKN
xBopobu — 3 11 pokis. Xo4ya aKTUBHHUX CKaPT XJIO-
meib He BUCJOBJIIOBAB, MATU MOMITHJIA BUKY
BTOMJIIOBATHUCH, 3HMKEHHS (hi3BUYHOI aKTUBHOCTI,
MIBU/IKE IIporpecyBanHs gedopmailii cyraobis.
¥ Bini 12 pokis naiienra ob6cTekeHo B 00IacHiit
JIATSIYi JTiKapHi 3a MicIleM MTPOKIBAHHS, XBOPOOY
PO3IiHEHO SIK I0BEHIJIbHUH i/[ioaTUYHUIA apTPUT
(IOIA), momaprpurt, mpusHaveHo 6a3MCHY XBOPO-
6omomdikyouy Tepariio (MeToTpeKkcarT) i HecTe-
poiHi mpoTU3anajbhi 3acobu. 3acTocoBaHa Tepa-
s He MaJia TO3UTUBHOTO eheKTy Ha 3arajibHUN
CTaH ANTWHMY 1 He TToNiepe/Ina MporpecyBaHHS XBO-
pobu.

¥ 3B’13Ky 3i 30epeskeHHsIM 0OMesKeHHsT (DYHKITIT
IUITHOTO Biztiny xpeOra i nepudepudHux cyraobis
3a piK JUTHUHI MPOBEIEHO CIIUHTUTPADII0 BCHOTO
TiJla, Bi3yai30BaHO HAKOTIMYEHHS IIpenapary y Bu-
TJIS/11 BKJIFOUEHD Y KiCTKOBIM CTPYKTYPi, Any3Hi
3MIHM T10 BCill IPOTSZKHOCTI XpeOTa, Y KPUIKOBOMY
Bi/i/1iji — HEPiBHOMIPHUU PO3IO/iJI penapary
3 HAOLIBIIMMI HAKOTTMYEHHSIMU B TIOIIEPEKOBOMY
BiIii xpebTa i HagBHICTIO JJereHepaTUBHO-IHC-
TpodiuaNX HecnenndivHNX 3MiH. BifgHaueHo 3Mmi-
HU B CyTJ100aX KiHI[IBOK Yy BUTJISIAI acuMeTpil 1 miz-
BUIIEHOTO HAKOITMUYEHHST ITpenapary i3 HaitOi1bImnm
MPOSBOM Y KYJIBIIIOBUX, KOJIIHHUX, TOMiJIKOBOCTOII-
HUX CyTJ00ax 110 TUITY HeCTIeIUbiYHOTO MPOTIECY.

[TpoBeneno Takox KOMI'10TEpHY ToMOTpadito
(KT) nonepekoBoro Bitiy xpeOra i Tasa. Y marti-
€HTa BUSIBJICHO I0BEHLJIbHI TI0JIiICETMEHTAPHI JleTeHe-
PaTUBHO-AUCTPODIUHI 3MiHU, JIETKUHN CYyOXOH/IATb-
HUI cKJepo3 MmoBepXoHb AuckiB L3-S1 3
BHYTpilHbory6uactumu rpuzkamu [IIMopiist Ha pis-
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Puc. 2. IntnHa Bikom 13 pokiB. Komm’'toTepHa Tomorpadisa no-
nepekoBoOro Biaainy xpebTa i Tasa

HUX PiBHAX, 11(Y3HUI apTPO30-aPTPUT MiKXPeO-
1eBUX JANCKIB B iHTepBasi L3—S1 3i cTupanHsaMm ixHix
MMOBEPXOHb, IOPCAIbHI HATIIBKPYTJI BUCTYITH MiX-
XpeOIeBUX IUCKIB HAa BCbOMY HIPOTSI3i. Y KPUIKOBO-
KJIyOOBUX Cyri00ax BUSIBJIEHO HE3HAYHY YTEPTICTh
KOHTYPiB MOBEPXOHD [[BOX KYJBIIOBUX CYTJI00iB
(puc. 2).

[TpoTsirom HaCTYITHUX POKIB Y IMTUHU TIOCUIUBCS
6is1b y cyrm06ax HUKHIX KiHIIIBOK, TpUEIHABCS OiJib
MIUIHHOTO, TIOTIEPEKOBOTO BiyIily XpeOTa i B CyTio-
6ax BepXHiX KiHI[IBOK, 301IbIIMINUCS TYTOPYXJIH-
BicTb i 0OMeskeHHs DYHKITIT KOMIHHUX, KYJIBITOBHX,
IJIEYOBUX i IIPOMEHEBO-3AIT SICTHUX CYTJI00iB, TIOCTY-
moBO chOpPMyBaINCSI KOHTPAKTYPH JIKTHOBUX CY-
r7106iB i BUpaskeHi gecopmaltii KOJiHHUX CYTJI00iB.

Y nuHaMilli criocTepeskeHHsl XBOPOro i 3a pe3yJib-
taramu oBTOpHOI KT momepekoBoro Biminy xped-
Ta i Taza BUSIBJICHO HEraTUBHY AMHAMIKY: PaHHIN
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Puc. 3. lutnHa BikoM 16 pokiB. Komm’'toTepHa ToMorpadis nonepekoBoro Bigginy xpeotTa i Taza: A — ABOGIUHI apTPO3Hi 3MiHM
cnpasa |-l cT., acumeTpmyHe 3MeHLLEHHSA CyrT060BOI LWiMHW, MEPUapTUKYNAPHUIA KpalioBuii octeoditos; b — gedopmadisa ta
CMN/IOLLEHHS TiN NONepeKoBuX Xpebuis; B — cybxoHAapanbHWiA CKNepo3 NOBEPXHi AMCKIB NonepekoBux xpeobuiB

nudysHUiT 0cTeoTopos Tist XpeoiliB 3 AeopMartieio
i CILTOTIEHHSIM TiJT TOTTEPEKOBUX XPeDITiB, YHACIIIOK
nepeHaBaHTa)KeHHs Ha TJIi ocTeonopody. /liarnocTo-
BaHO JIiBOOIUHMIT CKOJII03, CYOXOHAPAIbHUI CKIEPO3
MOBEPXHi IUCKIB i3 BHYTPIIIHBOTYOUaCTUMMU IPHIKA-
mu [lImopais, ocreodiT Ha pi3HUX PiBHAX, A Yy3HE
apTPO30-apTPUTHE YPAKEHHST MiKXPeOIIeBHX [IMCKIB
L3-S1 3i cTupanusaM iXHiX TOBEPXOHb, IPOTPY3ii
MisKXpeOIeBUX IUCKIB ¥ BCiX Bitiiax xpeOra, 1BO-
GIYHMIT CAKPOIIEIT i3 CyOXOHAPATBHUM CKJIEPO30M
Cyr1060BUX IOBEPXOHD. Y Ta30CTErHOBUX CYTr100ax
BUSIBJIEHO BOGIYHI apTpo3Hi 3Minu ciipasa I-11 cr.,
aCUMeTPUYHE 3MEHIIEHHsI CYTJI060BOT IiTNHHY, TTe-
PUAPTUKYJISPHUI KpaitoBuii ocTeodiTo3, mepemaHiit
MiIBUBUX Kay/IaJTbHOTO cerMeHTa Kyrpuka. Ha Bcbho-
MY JIOCJII/[ZKyBAaHOMY CETMEHTI — BUPA3KOBI ypaskeH-
Hs1 Cyr1001B Tasa i KyJIbuioBux cyriobis (puc. 3).
Xgomiig y Bitti 16 pokiB rocmiTamizoBaHo /10 KJTi-
Hiku 3 miarHo30M <lOIA, momiapTput (KyIbIIOBUX,
KOJIIHHUX, JiKThbOBUX, TOMIJIKOBOCTOIIHUX,

172

MIPOMEHOBO-3aIl' SICTHUX 1 MiZK(haTaHTOBHX CyT100iB
000X KUCTE, CAKPOLJIEIT, CIIOHANIOAPTPHT )».

[Tin yac kaAiHIYHOTO OTJIAY 3BEPHYTO yBary Ha
opOiTasbHUIl riepTeI0PU3M, CiAMONOAIOHNI Hic
1 3aTpUMKY pocty y xBoporo (-2,4 SD). Busasieno
nedopMalliio TpoMeHeBO-3aIl ICTHUX, T’ ICTHO-
3aIl’ ICTHUX 1 MisK(aTaHTOBUX CyT/I00iB KUCTEIT; KicT-
KOBi PO3POCTaHHS UCTATbHUX (pasaHT Mix cepe/l-
HBOIO 1 ANCTATBHOIO (pajlaHTaMU TABITIB KUCTEH
(Bysnuku leGepena) Ta BY3JIMKH i KiCTKOBI po3poc-
TaHHS B [JIIJISTHIT TPOKCUMATBHUX MiK(MDATaHTOBUX
cyrsobax, MiK MPOKCUMATBHIMH i cepeaHiMu da-
JIJaHTaM¥ TaJbIliB KucTel (By3auku bymiapa)
(puc. 4). BusiBjieHO TYTOPYXJIUBICTH Y JIKThOBUX
cyriobax, 06MesKeHy POTalliio KyJIbIIOBUX CYTI00iB,
no3utuBHM cumiitoMm Kymesescokoro I, I1. Kosin-
Hi Ta TOMIJIKOBOCTOITHI cyT/1061 AedirypoBati, 6e3
HaOPSIKIB, 0OMesKeHa iXHst (PYHKIIist 3STUHAHHS 1 pO3-
IMHAHHS, XBOPUI CKap/KUBCS Ha TIEPiOUYHII OiJh
y HIMIAHOMY 1 TTIOTIEPEeKOBOMY Biji/iijiax XpebTa.

ISSN 2663-7553 Modern pediatrics. Ukraine 4(148)/2025



YUYntante Hac Ha canTi: https://med-expert.com.ua

KAIHIYHMI BUTTAAOK

Puc. 4. QutvHa BikoM 13 pokiB. KiCTKOBI po3pocTaHHsa aucTarnb-
HWX hanaHr MiX cepegHbOoIo | ANCTanbHOIO hanaHramu nanb-
uiB knucren (Byanukn NebepaeHa), By3nunku i KicTKOBi po3poc-
TaHHSA B AiNAHLUI NpOKCMManbHMX MixdanaHroBux cyrnoois,
MiX NPOKCUManbHUMK | cepefHiMun chanaHramu nasnbLiB KUCTen
(By3n1kn Byluapa)

A
Puc. 5. InTnHa BikoM 16 pokKiB. Y1bTpa3ByKOBe AOCAIAXEHHS MNIBOrO NiKTbOBOIO (A) i FOMINIKOBOCTOMNHOrO Cyrno6is (B)

3a pesyJibrataMu BceGiuHOTO 0OCTEKEHHS IUTHHH
J1aboPaTOPHOI AKTUBHOCTI 3aMaJIBHOTO TIPOIIECY B OP-
ra"iami He BUABJEHO (TTOKa3HUKU C-PeakTUBHOTO
6iJIKa, MBUIKICTH OCIIaHHST €PUTPOIMTIB, PEBMATIY-
Hi Mapkepu — y HopMi ). DyHKIIiSI HUPOK i TIeYiHKU He
nopy1iieHa. BMicT 3araibHOTO KaJIbITit0 Ta HEOPTaHIu-
HOTO (hocopy, piBeHb MAPATTOPMOHY B CUPOBATIIL
KpOBi — y Meskax iziosoriuroi nopmu. OyHKILis mu-
TONOAIOHOT 32J1031 1 PiBEHb CTATEBUX TOPMOHIB KPO-
Bi — y Hopmi. Kontenrpartist 25(OH)D y cuposatri
KpoBi cTaHoBua 20 HT/MJI, 110 CBIJTYMIIO TIPO HETO-
CTaTHICTb 11bOT'O BiTaMiHy B OpraHi3Mi.

[TpoBeneno yabrpasBykose gociipxkeraHs (Y3/1)
cyrs100iB, BUSIBJIEHO CHCTEMHI 03HAKK €PO3iii, 0cTeo-
(iTiB, BHUIKEHHST BUCOTH XPSAIIA Ta €KCYIaTUBHO-
nposicdeparuBhi 3MiHu cHOBIT (puc. 5).

3a pe3yJibTaTaM# MPOBE/IEHHS MaTHITHO-Pe30-
HaHcHOI ToMorpadii (MPT) 3naiineno o3Haku jiere-
HepaTUBHUX 3MiH xpebTa B Tistax C7-S1 xpebitis,
XapaKTepHi /I OCTeOXOHApoTaTii emiizin (XBopo-
6a [MToepmana—May) (puc. 6).
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[Nonepekosuii BiAAiN 0,746 -2.4 -1,6
xpeobTa
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— 1

Puc. 6. ntnHa BikoMm 16 pokiB. MPT-03Haku gereHepatnBHUX
3MiH XpebTa

Busgsneno oznaku ocreoaptputy Il crT. i mpoutide-
PaTUBHO-EKCYIATHBHOTO CHHOBIITY 060X KYJIbIIIO-
BUX CyTJI00iB i3 HiJIsTHKaM1 HaOPSAKY KiCTKOBOTO
MO3KY Ta ApiOHOT KicTomoAiGHOI mepeby10BH, XOH-
npomasaii IV ct. mpaBopyu Ta I cr. iBopyd, coxa
valga, 6isatepanbHoro emMopo-aieTadyJisipHOTO
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5 Nl A ™3

Puc. 7. AntnHa BikOM 16 pokiB. MBrHiTHO-pe30HaHCHa TOMO-
rpadis kKynbwoBoro cyrno6a: ocreoaptput Il cT., nponicdepa-
TUBHO-EKCYAATUBHUIN CUHOBIIT KYNbLIOBOrO cyrnoba 3 Ainss-
KamMun HabpsKy KiCTKOBOIO MO3KY

IMIIHDKMEHTY cam-THILY, eHXOH/IPOMU JUCTAIbHO-
ro MeTtajiiadiza cTerHoBoi Kictku (puc. 7). Bussieno
CyOXOHIPAIbHUN CKJIEPO3 CYTJI000BUX TIOBEPXOHD
KPH/KOBO-KJIYOOBUX CIIOJyYEHb, Y3YPUCTICTh IXHIX
KOHTYPIB, 1110 00yMOBJIEHO €PO3UBHUMU 3MiHAMU
XPSIIIIOBOI MOBEPXHi Ta CyOXOHPATHLHOTO MPOIIAPKY,
K1 OLTBII BUPaKEH] B ISTHIT CyOXOH/IPAIbHOI 10~
BEPXHi KIyOOBUX KiCTOK.

3a JaHUMHU JIEHCUTOMETPIi y XBOPOTO BUSIBICHO
3HIKEHHS MIITBHOCTI KiCTKOBOI TKAHWHY (32 TTOKa3-
HUKaMU Z-KPUTEPII0) Ta SIBUIIA BTOPUHHOTO OCTE0-
nopo3y (Tadu.). Taki MOKIUBI TPUYMHI BTOPUHHO-
ro OCTeONopo3y, sIK KypiHHS, 3JIOBKUBAHHS
QJIKOTOJIEM, BKMBaHHS HAPKOTHKIB, TPOOJIEMHU 3 Xap-
YyBaHHSM i TOPYIIEHHSIM TPaBJIeHHs, XPOHIYHA HUP-
KOBa HEJOCTATHICTb, FIIOTOHAAM3M Ta IHIII eHJ0-
KPUHHI pO3JIaJin, 3a1iePeueHo.

Y reHeTUYHOMY IIEHTPi AUTUHI IPOBEIEHO TaH-
JIEMHY Mac-CIIeKTPOMETPit0. 3MiH aMiHOKUCIOTHO-
r'O Ta allUJIKAPHITUHOBOTO CIIEKTPiB KPOBi HE BUSIB-
JIEHO, aKTUBHICTDb XiTOTPUO3U/Ia3U OPiBHIOBAIA
18 MOJ1B,/TOJ1/MJI TIJIA3MU, BMICT 3araJIbHUX IJTIKO3a-
MIHOTJIIKaHiB i TOKa3HUKU TOHKOIIIAPOBOI XPOMATO-
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rpadii osrirocaxapuiB He BiZipidHsanCs BiJ Bisio-
JIOTIYHUX TTOKA3HUKIB.

3a pe3yJIbTaTaMu MOJIEKYJISIPHO-TeHETUYHOTO J10-
CT/IKEHHS 32 IOTIOMOTOI0 CeKBEHYBAaHHS HOBOTO
nokoiHHg (NGS) y mattieHTa BUSIBJIEHO TIATOTEHHY
myTaiito reaa COL2A 1. IneaTudikoBanuii retepo-
gurotHuid BapianT y redi COL2A1 (c.611G>A
(p-Gly204Asp)) onrcaHo sIK TaKWiA, 110 aCOIIIOETh-
Cs1 13 3aXBOPIOBAHHSIM KiCTOK, 1110 TIOB’I3aHO 3 KOJIa-
reHoM II Tumy i XapakTepu3y€eTbCsl PO3BUTKOM TIe-
Hepali30BaHOTO OCTE0apTPO3y I CUCTEMHOTO
OCTEOIIOPO3Y.

BpaxoByioun o0TsKeH1it ciMeiHII aHaMHe3 [u-
TUHY (HasIBHICTD JlereHepaTHBHO-MeTa0OTIYHIX 3a-
XBOPIOBaHb KiCTKOBOI CUCTEMU Ta BPOJXKEHUX B/l
PO3BUTKY cepes poaudiB | Jinii criopigHeHOCT),
KJIiHIYHI 0c00IMBOCTI 1e6I0TY 1 Iepebiry XBopobu
(3aTpuMKa poCTy 3 TIEPIINX POKIB JKUTTS, 3HIKEHHS
(hiznuHOI aKTUBHOCTI, MiABUIIIEHA BTOMJIIOBAHICTD,
TOCTYTIOBe (POpPMYyBaHHS TYTOPYXJNUBOCTI Ta 7iehop-
Maitii cyrio0iB 3a BiZiCy THOCTI O3HAK KITIHIYHOI i J1a-
6opaTopHOT aKTMBHOCTI 3a1aIbHOTO TIPOIECY B OP-
raHi3dMi), pe3yJbTaTu IHCTPYMEHTAJIbHUX
nocaimkens (Y 3/, KT, MPT i 1BooTOHHOT peHT-
reHiBCbKOI IeHCUTOMETPIl), JaHi FeHeTUYHOTO 00-
CTeKeHHs, TIAIIEHTOBI BCTAHOBJIEHO /iarHO3 «Bpo-
mxena CE/], Buksimkana mytartieio reda COL2A1».

OO6rosopeHHst

Konarenomarii II Tumy, BUKIMKaHi TAaTOreHHUMA
BapianTtamu reda COL2A 1, xapakTepu3yoThCs M1-
POKUM CHEKTPOM KJIiHIYHUX 1 PEHTTeHOJOTTYHUX
O3HaK, MOKYTh MaHi(ecTyBaTH B Pi3Hi BiKOBI 11epi-
o[Iu. Y IUTSYOMY Billi YacTillle TPAIIIioThes (popMu
3 GLJTBIIT BUPAsKEHOTO KJIIHIYHOI0 KapTUHOIO abo He-
3Buuaiti penorunu jgerkux popm CE/L (25%), yac-
TO MIPUXOBaHi 111/l MACKOIO I0BEHIJIbHOTO PEBMATOI/I-
HOTO apTPUTy abo /leTeHepaTUBHUX 3aXBOPIOBAaHb
KyJIbIIOBUX Cyr06iB [4]. Okpemi aBTOpU 3BE€PTAIOTH
yBary Ha He/JOCTAaTHE /IiarHOCTYBAHHS JIETKUX (popM
CE/l i3 nepeBa’kHUM ypakKeHHSIM KYJbIIOBUX CY-
r7100iB 32 HOpMaJIbHOTO pocty [3].

Hagenennii Bumaiox miziTBEpIKYeE, 10 B liarHOC-
tyBaHHi COL2A1-aconifioBanux C/l BaxKJIuBO Bpa-
XOBYBAaTH HAsIBHICTb SIK KJIACUYHUX (DEHOTHITIB BPO-
mxeraux CE/l, ski NposBASOTHCS 3 HAPOJPKEHHS
i TOCTYMOBO TTPOTPECYIOTh, TaK i PiIKiCHUX (HOpM
nizupoi CEJI i3 mouaTkoMm y migmiTkoBoMy abo Ha-
BiTb IOPOCJIOMY BilIi.

¥ cniocrepekeHOTo MarieHTa THMOBUMY O3HAKA-
Mu denoruny CE/l y cnexkTpi kosarenomnatii
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II Tuny 6yB HU3bKMIL 3picT, cienudivni pucu 06/md-
Y, IMBU/IKA BTOMJTIOBAHICTb, KyJIbTaHHS, CTAPTOBUI
6iJb y cyr00ax, CIUHI IPOTITOM [HS, 0OMeKEeHHS
(byHKIiT KOMIHHUX, KYJBIOBUX, MIEYOBUX,
JIKTHOBMX 1 TPOMEHEBO-3aIl’ICTHUX CYTJI00iB,
IIUITHOTO Bijytiay XpeOTa, KOHTPAaKTyPH JiKThOBHX,
IPOMEHEBO-3aI’ ICTHUX CyTJ00iB 3a BiZICYTHOCTI
eKCTpacKeJIeTHUX MPOSIBIB, Ha SIKi YaCTO 3BEPTAIOTh
yBary okpemi aBTopu (Bpo/izKeHa MioTIist BUCOKOTO
CTyTIEHSI, BOBYE ITi/IHeOIHHSI, CEHCOHEBPAIbHA TIPH-
rIyxyBaTicTh) [3].

3a IaHUMU FeHeTUYHUX JO0CTiIKeHb OCTaHHIX
POKIiB y TIAITIEHTIB i3 PI3HUMU KJIiHIYHUMU BapiaH-
TaMu KoJsiareHomnatiii I1 tuny BusiBiieno 54 BapiaHTu
rena COL2A1, i3 nux 28 pauiie He Oyiu onucaHi
B 6a3i nanmx HGMD (Human Gene Mutation
Database) [4]. 3 aHasizy reHeTHYHUX TTOJTIMOP(]i3-
MiB B OKPEMUX I'PyIax MalliEHTIB BCTAHOBJIEHO, IO
63% BapiaHTiB IPU3BOAATH /10 3aMiH¥ TJIIIIUHY
B moBropax Gly-XY. HasBHicTb THITy 3aMillleHHs
B IAITIEHTIB ACOIIIOETHCS 3 PO3BUTKOM BPOJIKEHOT
CITOHIUIo0eMi(hizapHOl AUCIIIA3ii PI3HOTO CTYIEeHS
TsKKOCTI. Jlesski BapianTu moJiiMmopdiaMy 1pu 3a-
MiHI TJTINWHY Ha 1HII aMiHOKUCJIOTH acolliiioBaHi
3 piakicuumu dhenorunamu. Hampukaan, 3aminy
TTINUHY Ha cepwH y no3uiii 945 BusBIEHO
B 11-piuHoro xsionmymnka 3 po3cikaloyuM OCTEOXOH-
JIPUTOM TOJIOBKH JIiBOi CTETHOBOI KiCTKHU. 3aMiHy
TAIAHY Ha BaJliH y 03uIlii 348 fiarHoCcTOBaHO
y 7-piuHoro npobana 3 HepTeconoiOHUMI 3MiHa-
MU B Ta30CTETHOBUX CYTI06aX. Y XJIOMYMKa BiKOM
3 POKiB 3 apTPAJITisIMU Ta PO3BUTKOM KOHTPAKTYD
cyTI00iB BUSIBJIEHO 3aMiHY TJIIMHY Ha BaJIiH Y MO-
autiii 207 [4]. J. Jurgens Ta cmiBaBT. [4] onirucano
TPHOX MAIIEHTIB i3 TPOrPeCy0Y0I0 TICEBIOPEBMA-
tToigHoto nucninasieo ta CE/l Tuny 3 BapianTOM
c.619G>A (p.Gly207Arg). T. Rolvien ta cniBasr.
[6] y cniocTepeskenHi 3a MaTip’to Ta i 8-piyHUM cH-
HoMm i3 CE/[ i panHiM ocTE€0apTpUTOM BUSIBJIEHO
BapianT ¢.620G>A (p.Gly207Glu). A. Travessa Ta
CITIBABT. [ 7] IOBIZIOMJIEHO TIPO 8-PIYHOTO XJIOTTYNKA
i3 CE/I, o xapakTepusyBaJjacst IporpecyiouynMu
KOHTPaKTYpPaMU Ta TepeuacHUM JleTeHepaTUBHUM
3aXBOPIOBAHHSIM CYTJI06iB 32 HOPMAJIbHOTO POCTY.
OrnurcaHo TakoX KisbKa crerudiyHnX FeHHUX MY -
Talliif, sgKi Tpu3BoAATH 10 po3BuTky CE/l i3 panHiM
II0YaTKOM OCTe0apTPUTY i/abo ocTeornoposy [4].

¥ HaBesleHOTO HaMU TAIliEHTA BUSBJIEHO TeTepo-
3urotHy mytaiiio B reni COL2A1 (c.611G>A
(p.Gly204Asp)). 11 3miHa TTOCTIIOBHOCTI 3aMiHIOE
HeUTpasIbHUH 1 HENMOJAPHUHN TJIIVH Ha acllapariHo-

ISSN 2663-7553 CyuacHa nmexiatpist. Ykpaina 4(148)/2025

KAIHIYHMI BUTTAAOK

BY KHUCJIOTY, sIKa € KUCJOTHOIO 1 TOJISPHOIO, Y KOJI0-
Hi 204 6inmka COL2AT (p.Gly204Asp). llonibuuit
BapiaHT BiJICYTHIil y ONyJIsAiiiiHuX 6a3ax JaHuX
(amemae vactotu gnom AD) i mpo HBOTO He TTOBi/I0-
MJISIETBCS B JIiTepatypi B 0cib i3 mopibHmMu heHo-
TUTIAMU 3aXBOPIOBaHb, MoB’g3annumu 3 COL2AT.
[Ipu nboMy BapiaHTi MOPYITYETHCS IOMEH TTOTPili-
Hoi cripani COL2A1. 3anuiiku rIiuHy B HOBTO-
pax Gly-Xaa — Yaa momeny notpiiiHoi cripasi He-
06XigHiI A1 cTpyKTypH3alii Ta crabisibHOCTI
biOPUISAPHUX KOJIATEHIB.

OT:xe, icHyOUI Ha CHOTO/IHI JITaH1 BKA3yIOTh, IO
1eil BapiaHT € IaTOTeHHUM, ajie HeoOXiaHi goaarT-
KOBI CITOCTEPEKEHHS 1 TeHeTUIHI JOCTIIKEeHHS,
1100 JI0BECTH MaTOTeHHICTh Takoro BapianTa. [Tpu-
BeJIeHWI HaMU Kelic MiATBEPKYE, O TOJIMOP-
dism COL2AT (c.611G>A (p.Gly204Asp)) xapak-
Tepu3yeTbcsi po3BuTKOM BposkeHoi CE/L i3
PaHHIM OCTEO0aPTPUTOM Ta OCTEOTIOPO30M Y ITiJIJIIT-
KOBOMY BilIi.

Tepamis 1€l kaTeropii MaIi€eHTiB 1OCTaTHHO
CKJIa/iHa, MasoeeKTHBHA, TUCKYTabeabHa, XBOPi
noTPeOYI0Th KOMILIEKCHOT TPUBAJIOT TAKTHKY JIIKY-
BaHH, CIIPSIMOBAHOI Ha 3a1100iraHHsa HEBPOJIOTIY-
HUM Ta OPTOMEAMYHUM yCKJIQJIHEHHSIM Yepe3
KOMITPECi0 CTMHHOTO MO3KY, HecTabiIbHICTh Cy-
r7106iB, ereHepaTuBHI 3aXBOPIOBAHHS CyTJI006iB
i mecpopmartito 1oBrux Kictok. OcTaHHIMHU pOKAMU
pPO3T0YATO JIOCTI/IPKEHHS TTOTEHI[iaJly TEHHOI Ta
kiTuaHOI Tepatii octeoaptputy ipu CE/l. Takosx
PO3TJISTHYTO 3aCTOCYBAHHS TPAHCIIJIAHTATIB ME3€H-
XiMaJIbHUX CTOBOYPOBUX KJIITHH i pereHepaiii Xpsi-
112 ex vivo /Ui BiIHOBJIEHHS IeT€HEPOBAHUX CY-
rino6is. Jleski 3 mux crpareriii MOXyTh 6yTH
e(peKTUBHUMU B MAIli€HTIB, AKi CTPAKIAOTH Bif
CE/l 3 octreoapTputom [1].

BucnoBku

OcTeoXOHAPOAUCIINA3iT — PiAKICHA TTATOJIOTIs
B IUTAYOMY Billi, OKPEMi BapiaHTH SKUX ITPU3BO-
JSATD 10 PAHHBOTO apTPUTy it octeonoposy. C/l yac-
TO MOKYTb MAaCKyBaTHUC /] iHIIIi peBMaTUYHI 3a-
xBopooBaHHs, 30kpema, IOIA (aprpauxarii,
nedirypaitii, geopmariii cyrio6iB Ta y3ypariii Xpsi-
11iB), o nepebdirae 6e3 1abopaTOPHOI AKTUBHOCTI
Ta Ma€ HeJIOCTATHIO Bi/IITOBI/[b HA TPOTOKOJIbHY Te-
pamito. /[udepenttiiine miarHoCTyBaHHS IINX 3aXBO-
pIOBaHb JIOCUTH CKJIA/HE, TOTPEOYE FEHETUIHOTO
TecTyBaHHS, 0COOJIMBO B KaTeropii namieHris i3
pPaHHIM OCTEOaPTPUTOM i TO3UTUBHUM CiMEHUM
AHAMHE30M.
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[IpuBenenuit KAiHIYHUN Kelic MiATBEPIKYE,
mo mytaiii B reni COL2AT1 (c.611G>A
(p.Gly204Asp)) xapakTepusyoThCs PO3BUTKOM
y martientiB enotuny CE/l i3 octreoapTputom Ta
OCTEOIIOPO30M.

Bpomxena CE/l y nutsgyomy Billi Moe Tiepe-
6iraTu miJ MacKOI0 PeBMaTHYHUX 3aXBOPIOBAHb
6e3 ABHOI J1TabOPaTOPHOI AaKTUBHOCTI 3aI1aIbHOTO
MPOoIeCy i 3 paHHIM PO3BUTKOM KOHTPAKTYP, TYTO-
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