Moansad Ha npo6aemy
DOI 10.11603/1811-2471.2025.v.i1.15266
YK 616-08+617.3

©M. A. Npouamno’ https://orcid.org/0000-0003-1710-3172
©T. O. BopoHu,0Ba' https://orcid.org/0000-0002-5434-7064
©fl. B. Poranbcbka' https://orcid.org/0000-0002-6376-1953
©H. 10. WepbaTiok! https://orcid.org/0000-0003-2155-7329
©J1. A. Knum? info@beclinic.com

"TepHoninbCbKUU HAUioHAbHUU MeduyHul yHisepcumem imeHi I. A. lopbavyescbko20 MO3 YkpaiHu,
TepHoninb, YKpaiHa

2KomMyHasibHe HekomepyiliHe nionpueMcmao «TepHoniibCbKa 06/1acHa OUMAYA KJiHIYHA JIKapHA»
TepHoninbcbKoi 0b61acHoi padu, TepHoninb, YkpaiHa

BMMNALOK PIAKICHOIO NOEAHAHHA CUHOPOMY KNINNENA-OENNSA
TA XBOPOBM LUMPEHIENA Y OUTUHA

PE3KOME. CnaZKoBi 33aXBOPHOBAHHSA CbOrOAHi € BaXK/IMBOIO MeAMYHOLO Ta coLiasibHo npobaemoto. OcobamBy yBa-
ry Ta BeJIVKY 3aLiKaBJeHICTb BUKNKAIOTb PiAKICHI CNaaKoBi 3aXBOPHOBAHHSA, AKi He 33aBX/AM BYaCHO PO3Mi3HAOTbCA Ta
NiKYITbCA, WO NPU3BOANTb A0 3HAYHOIO 3HMXKEHHA AKOCTI XUTTA AiTen Ta NPOrpecyBaHHA 3aXBOPHOBAHHA. PO3YyMiHHSA
MEeXaHi3MiB PO3BUTKY 3aXBOPIOBAHHSA T3 0CO6MBOCTEN KNiHIYHOIO nepebiry 4oNoMoKe NPaKTUYHUM JliKapsiM OKpec/n-
TW OCHOBHI €Tanun aAeKBaTHOI Tepanii Ta peabiniTauii 3 MeTolo MiHiMi3aL,ii NAaTONOrYHNX 3MiH OpraHi3my.

MeTa gocnipg>keHHa — IOHECTN [0 BiloMa NPaKTUYHUX NiKapiB OCHOBHI KAiHiYHI 03HAKM PiKiCHOro CnagkoBoro
33axBOPIOBaHHA (cMHapomy Kninnens — Penns) 3 MeTow PaHHbOI AiarHOCTUKM Ta JiKyBaHHA L€l Heayrn. 3aroctpuTu
yBary Ha 6araTorpaHHOCTI MATONOMYHNX 3MiH MPX AAHOMY 33aXBOPIOBAHHI, LLO BMMArae 6aratonpodifibHOro CKpUHIHrY
pi3HMX cneujianicTis.

Martepian i MeToau. O6cTexeHO xaonymka K. BikoM 13 pokiB, siknii nepebyBaB HA CTaLiOHAPHOMY JliKyBaHHi B KO-
MYHaJIbHOMY HEKOMEePpLiHOMY MiANPUEMCTBI «TepHOoMibCbKa 061acHa ANTAYA KJTiHIYHA NikapHA» TepHoMiabcbkoi 0b-
NlacHOT pagW. 34iNCHIOBaNN KOMMJIEKCHe JOCNIAXEHHA: peHTreHorpadito (cTaHaapTHe 061aaHaHHA); KOMN'IOTEPHY TO-
mMorpadito (PHILIPS Brilliance CT 64).

PeTenbHO BMBYAJIM CTaLlioOHApHY Ta aMBy1IaTOpHY AOKYMeHTaLito. OTPUMaHI AaHi MOPiBHIOBaAN 3 pe3ysibTaTaMu [0-
CNiaXeHb iHWNX HAyKOBLiB.

Pe3ynbTaTh. BHAaCNiAOK KOMNNEKCHOTO 06CTEXEHHS Y ANTUHM BYN10 AiarHOCTOBAHO PigKicHY CnagKoBy NATOONi0 —
cnHapom Kninnens — denns Ha rpyHTi KAiHIYHOT Tpiaan: 1) dikcoBaHe HEMPABU/IbHE MOJTOXKEHHA FOJI0BU; 2) BUPAXKEHE
BKOPOYEHHS Wi, 3) HU3bKa MeXa POCTY BOJIOCCA HA L.

Ha KT wwuiHoro BigAainy xpebTa AiarHOCTOBaHa TpiaAa 03HaK: 1) 3MEHLEHHS KiflbKOCTi LUMIAHMX XpebuiB; 2) MacuBHi
KiCTKOBI 3pOLLEHHSA AeKiIbKOX XpebuiB (KOHKpecLeHLis); 3) MHOXWHHI KicTKoBi fedopMalii Tin xpebuis.

Ha ocHoBI KNiHIYHOI Tpiaan BMABJIEHO TakoX XxBopoby LLinpeHrena: 1. BupaXkeHa acMMeTpia KOHTYpIB wui. 2. Obme-
>KEHHSA PyXiB rosoBu. 3. Bucoke po3TallyBaHHA 10NATKM (Ha 6 CM BULLLE, MOPIBHSAHO 3 MPOTMUIEXXHOIO J1I0NATKO). PeHTre-
HosorivyHa Tpiaaa: 1. Bucoke CTOAHHA nonaTku. 2. PoTauis 1onaTky HAaBKOJIO CariTasibHOI OCi. 3. 3MeHLUEeHHS il po3MmipiB.

HeBpoJ1oriyHi YyCKIaAHEHHS CYyNPOBOAXKYBaNNCA aTpodieto MycKynaTypu NiBoi pykn, 0bMexeHHAM pyXiB y nie4yoBo-
My cyrn06i, He3HAYHUMK PO3/1aZaMM YYTAMBOCTI NaNbLIB KMCTi BHAC/TIAOK KOMMPECIMHOro pagnKyniTy LUMAHNX KOPIHUIB.

BucHoBoK. CnHapom Kninnens — @eina ta xgopoba LLinpeHrens € piaKiCHUMM CNagKkoBMMM 3aXBOPIOBAHHSIMMY, LLLO
XapakTepusyoTbcs rpybrumn gedopmauiamm xpebTa, NaeyoBoro nosaca, LWo 3yMoBtoTb GYHKLIOHabHI Ta HEBPOJIO-
rivYHi pO3713aN, 3HNXKYIOUM AKICTb XUTTA ANTUHW, K, AK NPaBMJI10, BUNPABUTU HE MOXKJINBO.

KJIFOYOBI CJIOBA: CaiKOBiCTb; CUHAPOM; KPMBOLLIMS; CKONi03; aTpodisi; Xpebui; Bafa po3BUTKY.

Bctyn. Cepep, piaKiCHUX YPOOXXEHNX 3aXBOPHO-
BaHb AWUTAYOro BiKYy BMOKPEMJIOIOTbL CMHAPOM KO-
POTKOT Wi —cnHapom Kninnensa—denna (s. Klippel -
Feil) (CK®) [1, 2]. 3axBOptoBaHHA NMepenacTbca 3a
AyTOCOMHO-AOMIHAaHTHMUM TUNoM. Ha 120 000 aiten
npunagae 1 HOBOHAPOAXXEHMW 3 LIED Heayroto.
OCHOBHO'O NpuYmnHoto po3BuTKy CK® € po3naau cer-
MeHTaUji Ta AndepeHuiaLii Me3eHxiMu, o obymoB-
NleHo MyTauieo reHa GDF6 (Growth Differentional
Factor6). leH po3TalloOBaHWIA Ha XpOMOCOMi 8 y pe-
rioni 8g22.1 [3, 4]. CnoTBOpeHNn reH 0byMOBIIOE
pO3/13aM CMHTe3y bisiKiB, WO BiAMOBIAaOTL 33 Npo-
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nidepauito Ta andepeHuiaLito TKAHWH OPraHiamy,
30KpeMa KiCToK, CyXOXWJIKiB, cyrnobiB KiHLiBOK, Ye-
pena, XxpebTa, rpyaHoi KAiTkK, pebep. OnncaHi okpe-
Mi BUNaakun peuecmsHoro niatnny CK® ogHoyacHo 3
nedopmMalieto LLinpeHrens, BHacNifoK yciyeHoi My-
Tauii B reHi MEOX1 y 6aTbKiB 3 KpOBOCMOPiAHEHUM
waobom [5, 6]. B ocHoBi CK® nexntb Baga pos-
BUTKY XpebuiB wuninHoro Biaainy xpebrta. Kinbkictb
XpebuiB 3a3BMYalt MeHLWa Big, HOpMK, BOHU aedop-
MOBAaHI, @ 3arasibHa BUCOTa MEHLLA BiJ HOPMMU, LLO €
NPUYNHO BKOPOYEHHS wni. CKD xapakTepusyeTb-
CA TaK 3BaHOK KJiHIYHOI TPia[oH: KOPOTKA LUKS;
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HM3bKa Me)a POCTY BOJIOCY Ha LWWi; piske obme-
XeHHA pyxiB ronosu [7, 8]. IHWi aBTOpM Haroso-
LWYIOTb Ha ilWe OAHIN BaXXJIMBIN KJIiHIYHIN O3HaUi —
HenpaBWJIbHOMY MOJIOXEHHI rosioBu (KpusoLwms) [9,
10]. dikcoBaHe HenpaBWJibHE TMOJIOXEHHS FOJIOBU
Moxe 6yTn Bennkoto npobsemMolo nNpu nosorax,
aJpke ajanTalia Tina AUTUHM 00 NOJIOrOBUX LLNAXIB
3HAYHO 3HMXKEHQ, L0 MOXe ByTM NOKAa3aHHAM A0 Ke-
CapCbKOro PO3TMHY 3 METOO 3anobiraHHA NO0roBin
TpasMi [7-9].

MeTa pocCnip>KeHHA — [OHecTM A0 BigoMa
NPAKTUYHNX JTiKapiB OCHOBHI K/iHIYHI 03HaKM pigkKic-
HOrO CMaJIkOBOro 3axBOPIOBAHHA (cMHApPOMyY Knin-
nena — ®eiina) 3 MeTO PaHHbOI AiarHOCTUKK Ta Ni-
KyBaHHSA L€l Heayrn. 3arocTpuTh yBary Ha barato-
rPAHHOCTI NATOJIONYHNX 3MiH MPU LbOMY 33aXBOPHO-
BaHHi, WO BMMarae 6aratonpodisibHOro CKpPUHIHTY
Pi3HMX crieuianicTis.

MarTepian i meTogu pocnipxeHHa. ObcTexe-
Ho xnonymka K. BikomM 13 pokiB, skuin nepebyBas Ha
CTAUiOHApPHOMY JliKyBaHHIi B KOMYHaJIbHOMY HEKO-
MepUiHOMY nignpueMcTBi «TepHoninbcbka obnac-
Ha AMTAYA KAiHIYHA nikapHa» TepHoNinbcbkoi 06-
NlacHOI pagun. 3A4iNCHIOBANOCA KOMIJIEKCHE A0C/i-
I>KEHHS: peHTreHorpadia (cTaHaapTHe 06/1aiHaHHS);
Komn'toTepHa Tomorpadis (PHILIPS Brilliance CT 64).

PeTenbHO BMBYasaca cTauioHapHa Ta ambyna-
TOpPHa AOKYMeHTauifa. OTpMMaHi gaHi NopiBHOBaIM
3 pe3y/ibTaTaMn JOCNiAXKEeHb HAYKOBLIB MPOTArom
OCTaHHIX AeCATH pPOKiB.

Pe3ynbTaTtn 1 obroBopeHHs. CK® yacTto noea-
HYETbCA 3 IHWMMW BPOAXKEHVMMW BaJAMMN PO3BUTKY:
BMKPUBEHHA XpebTa (ckosios, Kido3s), WninHi pebpa,
BMCOKe pO3TallyBaHHA sonaTkun (xeopoba LLnpeHre-
N151), acnMeTpia Yyepena, rpyaHoi Knitkn, aedopmauii
KJIFOUNLb, CUHAJKTWAISA, FiNON1asis BE/IMKOro nasibua
KMCTi, AOAATKOBI NasbLi, rinonnaasia rpygHoro m'sasa
(cvnapom MonaHpga), rinonnasis BepXHbOI KiHLBKMY,
NiKTbOBOI KiCTKM (NiKTbOBa KpMBOPYKICTb), AedpopMa-
uii cton [9-15]. MNprxoBaHi Bagy po3BUTKY BHYTPILLHIX
opraHis npu CK®: annasis, rinonnasia HUPOK; rigpo-
Hedpo3; ekToNiA ce4oBOoAiB; AedeKTH MiXKLLIYHOYKO-
BOI Neperopoaku; AeKCTPano3nLis aopTy; rinonnasis
NereHb. Pigwe TpannsaoTbcA po3LLensieHHs TBepAo-
ro nigHe6iHHA, nedopMauia 3y6iB, NirMeHTHi NASMK
Ha wWKipi [7, 12]. Cepen HEBPOJIOTIYHNX YCKNAAHEHD
HalryacTile cnocTepiratoTbcsa aTpodia MycKynaTypwm
KiHLIBOK, rpyAHOI KJiTKM, pO31aan YyTAMBOCTI KiHLUi-
BOK, LUV, KOMMNPECINHNI PAANKYJIT LUMNHUX KOPIHL,IB,
CMHAPOM KOMMPECii CNMHHOIO MO3KY Ha PiBHi LUMNHO-
ro NOToBLUEHHSA. Po3n1aan NikBOpPoANHAMIKM MOXYTb
CynpoBOAKYBATMCA aTaKCi€lo, AM3apTPiErD, HicTar-
MOM, KOCOOKICTHO, 3HMXXEHHAM FNOTKOBOMO Ta NiaHe-
6iHHOro pednekcis [8-10]. BazoBMM MeToAOM 0bCTe-
>XeHHS1 CK®D € peHTreHo10rYHUI. Ha 3HIMKax BMAB-
NAIOTb 3MEHLLUEHHA KiNIbKOCTi LWMIAHUX Xpebuis (4-6).
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Tina xpebuis nepopMoBaHi y BUrNsai KNnHa, MeTen-
Ka, Haniexpebus, ToMy Bicb xpebTa HenpaBu/bHA —
cKonio3. YacTo TpanfsETbCA HE3apOLLUEHHA AYXXOK
xpebuis — spina bifida cervicalis [8, 9].

Brokpem/itoloTb ABa OCHOBHWUX PEHTreHOooriy-
HUX TN CK®. [Tepwud Tmn 3axBoproBaHHs. 1. KicTko-
BE 3POLLEHHA NEePLUMX ABOX LUMNHNX XpebLiB — KOH-
KpecueHUisl. 2. 3MeHLLEHHSA KiJIbKOCTi LWWNNHUX Xpeb-
uis — 4 - 5. 3. Baan po3BunTKy Xxpebuis — Hanisxpebuyj,
KAnHonoAibHa agedopMalif, po3WensieHHa [OY>XKOK
xpebuis - spina bifida cervicalis. JpyauliTin 3axsopto-
BaHHSA. 1. CMHOCTO3 aT/NaHTO-NOTUANYHOrO cyrnoba
(okumniTanisauia atnaHTa). 2. MacMBHi KiCTKOBI 3po-
LLIEHHA AeKiIbKoX AedOpPMOBaAHNX LUMIAHMX XpebLiB.
3. WWwnitHi pebpa [2-8]. IHKoNM BUAiNAOTe mpemiliTvn,
LLIO MOEAHYE O3HAKM MEPLUMX ABOX TUMIB 3i 3pOLLEH-
HAM HUXHIX FPYAHUX Ta nonepekoBux xpebuis [4-10,
13]. [nA BUABNEHHA CTaHy KiCTKOBOro KaHaJy, anJa-
3ii, rinonnasii MixxxpebueBnx ANCKIB peHTreHorpamm
LUMMAHOrO BiaAiNy xpebTa B cariTasibHil NAOLWMHI BU-
KOHYIOTb Y MOJIOXEHHi MaKCMMaJiIbHOIO 3rMHAHHA 1
PO3rHaHHA rososBu. Ona 6inbll TOYHOT AeTanisauii
cTaHy xpe6bTa 3aiiicHiooTb KT, MPT [2, 8].

Huxye po3rnaHeMo KJiHiYHUlG BUNAOOK LbOTO
pigkicHoro 3axsoptoBaHHA. Xnonuuk K. Bik 13 p. Big
nepLLOi 4OHOLIEHOI BariTHOCTI, HOPMaJiIbHMX MOJIOrIB,
mMaca npu Hapoa>xeHHi 3100 r Ha rpyaAHOMY BUrO4OBY-
BaHHi A0 poky. Pic i po3BrBaBcA HOpManbHO. B npo-
Leci poCcTy MaTh NOMITMJ1a BKOPOYEHHSA LUNI, HE3HAY-
He obMexeHHA pyxiB rosiosu. MNpu ornaai BUSBAEHO
BMMYLLEHE MOJIOXKEHHS FO/I0BWN — HaXWJIEHA BAIBO Nig
KyTOoM go 10° (pnc.1).

Puc. 1. Xnonuunk K., Bik 13 p. 3aranbHui BUrNs4 XBOpo-
ro 3 cumntomoM Kninnena — ®enns Ta xsopoboto LLnpek-
rens.

Me>a B0OJ10CCA Ha NOTW/INL Ha PiBHI NepLuoro
rpyaHoro xpebéusa. KuBasibHi M'A31 He 3MiHeHi. Ak-
TMBHA T3 MacMBHA KOPEKLiA MOJIOXXEHHS TOJIOBU
YyacTKoBa, BOHA 3adikcoBaHa B 0IHOMY MOJIOXKEHHI.
Mo>XXIMBi HE3HAYHI 3rMHANIbHO — PO3rMHAJIbHI Ta pPO-
TaUiHi pyxu B LWIMIAHOMY Biagini xpebta. KoHTypun
LUK CNJIOLWEHI, NiBe HagnAivyya npuniaHaTe, BKOPO-
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yeHe. Mae Micue aTpodia MyckynaTypu niBoro nsie-
ya B Mexax 1-2 cM Ta nepegnaivys — 1 cm. Npuv nanb-
nauii 371iBa Ha WKi pO3TaLLOBaHA 3MilleHa A0 BEPXY,
Ha 6 CM BWLLE, MOPIBHSAHO 3 MPOTUJIEXHOK J1IONaT-
Koto. JliBa onaTka MeHLLa Bifg NpaBoi. BiaBeaeHHs
NiBOro nsieya MoXJiMBe A0 rOPM30HTAIbHOI AiHil.

Mpw pi3KMX pyxax rosI0BOK BMHUKAKOTb HEMpU-
€MHI Big4yTTS «MOB3aHHA MypPaLIOK» Ha NaabLAX Jli-
BOI pyku. MNpwn ornagi CnvHW BUABJIEHO BUPAXKEHY
ACMMeTPIt0 PO3TallyBaHHA /I0NAToK. 3/1iBa JlonaTka
3MilLeHa Ha30BHi Ta BBEPX, HWXKHIN KpaMn ii He npu-
NArae Ao rpyaHoi KAiTkn. Myckynatypa nonaTkm
aTpodoBaHa. Mpwn pyxax NiBOK PyKOHO BiAYYBAETLCS
XPYCKIT.

Ha KT wuitHoro Bigainy xpebTta BUSIBJIEHO MHO-
>XMHHI Bagn po3BUTKY Tin Xpebuis. MpocBiT CNNHHO-
MO3KOBOI0O KaHasly B Mexax Hopmu. CyuisbHe KicT-
KoBe 3polleHHs aedopmMoBaHux Tin C>-C* xpebuis,
cyrnoboBi daceTkm Mix nepwnm Ta gpyrum xpebusa-
MW pO3TaLLOBaHi Koco nig kytom go 30°, Tino C°He-
PiBHOMIpHO crnioweHe, 3anmiwku Tin C—C7 3pouyeHi
no nepudepii Ta 3a AONOMOrot NOMepeyYHnX Bia-
POCTKiB 3/iBa. YacTkoBe 3pOLLEHHA 3 MEePLUMM Ipya-
HMUM Xpebuem cnpasa. LUnnHun Biaain xpebta dak-
TMYHO CK/1IQ[AETLCA 3 ABOX MACMBHUX CMOTBOPEHMX
KicTKOBMX 6/10KiB 3 HasABHICTIO YOTMPbOX AecdopmMo-
BaHMUX MiXKxpebLeBunx NpoMixkis (puc. 2).

Puc. 2. Xnonunk K., Bik 13 p. KT wunHoro Bigainy
xpebTa.

KniniyHul diaeHo3. CuHapoM Kninnena — ®enns:
niBobiyHa xBopoba LLnpeHrens; nisobiyHa 6paxio-
NjeKkconaTis 3 He3HAYHNMKN GYHKUIOHANIbHUMK PO3-
nagamu; KoMb6iHOBaHA poTaLiiHO-3rMHAIbHO-PO3rK-
Ha/ibHa KOHTPAaKTypa LUMIHOro BiaAainy xpebTta; niso-
6i4Ha KpMBOLLMSA Ha 'PYHTIi OCHOBHOIO 3aXBOPIOBAHHS;
NiBOBIYHUI WNAHWIA ckonlio3 Il CT.; NpMBIAHA KOHTPAK-
Typa NiBoro njevyosoro cyrnoba.

Bucoke cToAAHHS nonaTkm abo xBopoba LLnpeH-
rena (m. Sprengel) (XLLU) — piakicHa BpoaykeHa naTo-
noria [14, 15]. XBopoba Moxe 6yTK cnopaanyHoLo,
a60 CMMNTOMOM iHLWIKNX CKJIAAHUX CUHAPOMIB. Y Npo-
Lieci eMbpioHaNIbHOro pO3BUTKY Ha 3—4 TUXXHI lonaT-
Ka 3aTPUMYETLCA | HE OMYCKAETLCS A0 HOPMAJIbHOrO
piBHA. BOHAa 3MeHLLYETbLCA B PO3Mipax, YacToO MaAE
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KpunononibHy dopMy. KOHTYpU LWIKT aCMMETPUYHI —
Ha 6oL BMCOKOro CTOAHHA JIONATKW KOHTYp LWMi
CcnyoweHnn. JlonaTka 3MILLYETbCA HABKOJIO CBOEN
OCi, HM>XKHIM Kpaw il He NpUAAra€ A0 rpyaHoIl KNiTKK. Y
25 % BMnagkKiB nonaTka Mae xpAaLLose abo KicTkoBe
3POLLEHHSA 3 WWIHMMK 360 rpyaHMMN Xpebuamu, AK
npaBuno, U Baaa oaHobiYHa. Po3pi3HAIOTL M'A30BY
Ta KictkoBy dopmu XLU. Y npoueci pocty AUTUHMK
xBopoba Moxxe nporpecyBatv. Kpim KoCMeTUYHOro
nedekTy cnocTepiraeTbca M GyHKLioOHaNbHUIA. Pyxun
pyKoOt 06MeXXeHi, M'A30Ba C1a 3HMXKEHA, MYCKY1a-
Typa KiHUiBKM aTpodoBaHa [2, 7, 12].

Ha peHTreHorpami nie4yoBoro nosca BiA3Haua-
€TbCA TPiaAa O3HaK:

1. BnUCoke CTOAHHA JIoNaTKu;

2. PoTauia nonatkmn HaBKOJ10 caritasbHOI OCi;

3. 3MeHLWeHHSA il po3MipiB.

JlikyBaHHS, SIK NPaBWJI0, KOHCEPBATMBHE i CNps-
MOBaHe B OCHOBHOMY Ha:

1. 36i/bIEHHSA 06cAriB pyxiB rosnosu (cneuianb-
Hi BpaBu, BUTAT, KOMipelb LLIaHLa);

2. 3MiLUHEHHS 3arajlbHOro CTaHy;

3. 3anobiraHHA BTOpPMHHMM fedopMaliam;

4. NikyBaHHA YCKJIaAHEHb Ta CyNnyTHbOI NaTOJIOTil.

MpOrHo3 AN1A XUTTA CNpUSTAMBUIA, ANa GYHKLIT
HecnpuATInBMN, 36epiraeTbcsi obMeXXeHHs pyxiB ro-
JI0BOO, BTOPWHHI AlereHepaTnBHi 3MiHM xpebTa mMo-
XYTb 3yMOBUTU TAXKI HEBPOJIOTiYHi po3nagu, rpybi
nedopmalii xpebTta, AK npaBuaIo, BUNPABUTU He-
Moxnueo [1, 2,7, 8].

BucHoBok. CnHapom Kninnena — ®ennsa ta xso-
poba LLinpeHrens € pigKicCHUMM CNagKOBMMM 3aXBO-
PIOBaHHAMM, LWIO XapaKTepPWU3YETbCS Tpybumn pe-
dopmauiamm xpebTa, Nae4oBOro Nosca, LWo 3yMoB-
NoTh GYHKUIOHaNbHI Ta HEBPOJIONiYyHi po3sagu,
3HUXKYIOUN AKICTb XUTTA AUTUHW, BUMNPABUTK IX K
NPaBnJI0 HEMOXJIMBO.

MepcnekTUBM NOAA/bIUNX AOCAIA>KEHb — reHe-
TMYHA KOPeKLisi B NPOBIAHMX KANiHiKax cBiTY bpakoBa-
Horo reHa GDF6 (Growth Differentional Factor6),
AKMI PO3TALLOBaHNM HAa XpOMOCOMiI 8y perioHi 8g22.1.

JA>xepena ¢piHaHCyBaHHA. BnacHi KoLTK aBTOpIB.

BHecok aBTOpIB:

M. [. Mpouansio — KoHUeNuia Ta gM3anH J4ocCsli-
O)KEHHS, HaAaHHA AOCNIAHMUBKMX MaTepianiB, aHa-
Ni3 Ta TZIYyMa4yeHHS AaHMX, HAaNMCAHHSA Ta OCTAaTOYHE
33TBEPAKEHHA PYKOMNUCY;

T. O. BOpoHL0Ba — HalaHHA AOCNIAHULBKNX Ma-
TepianiB, aHanNi3 Ta T/IYMAa4YeHHA AaHMX, HAaNNCAHHA
Ta OCTATOYHE 3aTBEPAKEHHS PyKONucy;

4. B. Poranbcbka — ornsag nitepaTypu, aHani3 Ta
TYMAYeHHSA OaHWX, HaANWCaHHS Ta OCTATOYHe 3a-
TBEPAKEHHA PYKOMNUCY;

H. 1O. LLepbaTiok — 36ip Ta BNOpAAKYBaHHSA Aa-
HWX, QHaJi3 Ta TJIYMAYeHHA [OAHMX, HAMMCaHHA Ta
OCTaTOYHE 3aTBEPAXKEHHS PYKOMKUCY;
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J1. A. Knum — 36ip, aHani3 Ta TJlyMayeHHs peHT-
FeHOJIOTIYHMX AaHMX, y4acTb B HAaMMCAHHI Ta 3aTBep-
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A CASE OF A RARE COMBINATION OF KLIPPEL-FEIL SYNDROME
AND SPRENGEL DISEASE IN A CHILD

SUMMARY. Hereditary diseases today are an important medical and social problem. Despite the achievements of
modern science, timely diagnosis, treatment and prevention, they continue to be studied by clinicians of various profiles.
Particular attention and great interest are caused by rare hereditary diseases that are not always recognized and treated
in time, which leads to a significant decrease in the quality of life of children and the progression of the disease.
Understanding the mechanisms of disease development and the features of the clinical course will help practitioners
outline the main stages of adequate therapy and rehabilitation in order to minimize pathological changes in the body.

The aim - to bring to the attention of practitioners the main clinical signs of a rare hereditary disease (Klippel-Feil
syndrome) for the purpose of early diagnosis and treatment of this disease; and to focus on the versatility of pathological
changes in this disease, which requires multidisciplinary screening by various specialists.

Material and Methods. A 13-year-old boy, K., who was undergoing inpatient treatment at the Ternopil Regional
Children's Clinical Hospital of the Ternopil Regional Council, was examined. A comprehensive examination was carried out:
X-ray (standard equipment); computed tomography (PHILIPS Brilliance CT 64). Inpatient and outpatient documentation
was carefully studied. The obtained data were compared with the results of studies by other scientists.

Results. As a result of a comprehensive examination, the child was diagnosed with a rare hereditary pathology —
Klippel-Feil syndrome based on the clinical triad: 1) fixed incorrect head position; 2) pronounced shortening of the neck;
3) low limit of hair growth on the neck. CT scan of the cervical spine diagnosed a triad of signs: 1) a decrease in the
number of cervical vertebrae; 2) massive bony adhesions of several vertebrae (concrescence); 3) multiple bone deformities
of the vertebral bodies. On the basis of the clinical triad, Sprengel's disease was also detected: 1. Pronounced asymmetry
of the neck contours. 2. Restriction of head movements. 3. High location of the scapula (6 cm higher than the opposite
scapula). Radiological triad: 1. High standing of the scapula. 2. Rotation of the scapula around the sagittal axis. 3. Reduction
in its size. Neurological complications were accompanied by atrophy of the muscles of the left arm, restriction of
movement in the shoulder joint, minor disorders of the sensitivity of the fingers of the hand due to compression
radiculitis of the cervical roots.

Conclusion. Klippel-Feil syndrome and Sprengel's disease are rare hereditary diseases characterized by gross
deformities of the spine, shoulder girdle, causing functional and neurological disorders, reducing the quality of life of
the child, which, as a rule, cannot be corrected.

KEY WORDS: heredity; syndrome; torticollis; scoliosis; atrophy; vertebrae; malformation.
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