JTpobaemvt u nepcnexmusb. paseumus. COBPEMeHHOT MEOULUHDL

L
e —

VJK 617.7:616.71-056.76 _ } }
KJMHUYECKHI CJIYYAH CEMEHOTO HECOBEPIIEHHOTO
OCTEOTEHE3A 1 THUIIA B O®TAIbMOJIOTMYECKOI TPAKTHKE

Pax A. /I., Cmekanosa E. A.

Hayunblii pykoBoauTe/ib: accucteHT Kageapsl O. B. Jlapuonosa
Yupexnenne oOpazoBaHust
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Beeoenue

Hecosepmennsiii octeorene3 (HO) npencraBnser coboii Hanboliee pacipoCTpaHEHHOE
3a005IeBaHNE, B OCHOBE KOTOPOIO JeXaT MyTauuu B ogHoM u3 1Byx reHoB (COLI1AIl,
COL1A2), konupyromux CHHTE3 KojulareHa 1 Tura ¢ ayToOCOMHO-JJOMHUHAHTHBIM U ayTOCOM-
HO-PEIIECCUBHBIM TUIIAaMH HacliefoBaHus. KilMHUKa 0XBaThIBAET MHUPOKHUI CIIEKTP CKENETHBIX
U DKCTPACKENIETHBIX CUMITOMOB. BpiiesitoT 4 ocHOBHBIX THIA 3a0oseBanus. | Tun — Haunbo-
nee yactblii Bapuant HO B eBponelickoil monysisiiy, BCTPEYAOLIUICS ¢ 4acTOToM 1:25 ThIC. HO-
BOPOKIEHHBIX. llanueHTel XapakTepHU3yrHOTCS MOBBIIIEHHOM XPYIKOCTBIKO KOCTEM, HU3KOU
KOCTHOM Maccoii, HAIMYHEM ToJy00ro OKpammBaHus ckiep, K 40 romam y 50 % ormevarorcs
HapYyIICHUSA CIIyXa.

Henw

Onucanue kimHIYecKoro ciaydast cemeitnoro HO 1 Tuma B oTanbMonoruyeckoil mpakTHKe.

Mamepuan u memoowl uccieoo6anus

Hamu 6but1 n3ydeHsl KapTbl aMOyIaToOpHOTro HaOm0AeHUs 2 manueHToB (OpaT u cecTpa):
[Taruent A., manpunk, 2010 rona poxxaenust u Ilanuent E., neBouka, 2018 r. poxxaeHus c
muarnozom: OU (06a rinasza) CHHAPOM royOBIX CKIIep.

Pezynomamut uccnedosanusn u ux oocyryncoenue

[Tarment A., 10 ner, u3 aHaMHe3a BBIICHEHO: peOCHOK OT 2 OepeMEHHOCTH, MPOTEKaB-
el ¢ 3po3uel WeHK MaTKH, 3yTUpro3oM. Poabl B cpok, poauics ¢ maccor tena 3800 r,
pocT 55 cM, OKpPYKHOCTH T'oJIoBBI 30 €M, OKpYXKHOCTb IpyaHOH kieTku 55 cM. Ilo mikane
Amnrap 8-9 6amioB. IlepeHec CHHAPOM JIBUTATENbHBIX HAapYIIEHUI BCIEICTBHE >HIE(anona-

TUU HOBOpOXIEeHHBIX. IlepBbril nepenom 16.07.2014 r. — 3aKpbITBI MEPENIOM KIIFOUHUIIBL.
22.11.2016 r. — 3aKpbITHIA NPOKCUMAJIbHBIN ocTeosnuu3apHblid nepesnom 1 nanbia JieBoi
KHUCTH, Oe3 cmemieHus, ocreobiacrokinactoma (OBK) 1 msAcTHOM KOCTH IJIeBOW KHUCTH.
26.12.2017 r. — 3aKpbITHIA MEPETIOM HAPYKHOW JOJABDKKUA MpaBoi 001bIIEOepIIOBOM KOCTH.
12.01.2019 r. — 3aKpHITHII TIEpeIOM CpelHel (allaHru 5 manblia MpaBoi KUCTH CO CMeIle-
HueM oTIOMKOB. 20.03.2019 r. — ocMOTpeH opTomnenoM, BHICTABJIEH AMATHO3: BapycHas Jie-
dopmarnus 6enep | crenenu, Ha ¢oHe anmumeHTapHoro oxkupenus. 30.09.2019 r. — 3akpbi-
TBIA MEpeJIOM OCHOBaHMS OCHOBHOW (ajaHrum 5 mnampla JIeBOM KUCTH 0e3 CMEeIleHHs.
06.10.2019 r. — 3akpbIThIi MaToJOrMuecKuil O6a3aiabHbBIN MepesioM IeiKu J1eBoro oeapa co

cMmenienueM otiomMkoB. 10.10.2019 r. nmpoBeseH 0cTeOCHHTE3 JIEBOTO Oepa KIMHKOBOM Ijia-
CTMHOI M BUHTaMH C TpaHCIUIaHTaluel (parMeHTa alsIoOKOCTH C KOPTHUKAIBHBIM CJIOEM B 30-
Hy nepenoma. 16.12.2019 r. — mepenom npokcuManbHOro meradusa jeBoi Oosbliedepio-
BOIl KOCTH cO cMmelieHrneM oTiaoMkoB. 22.01.2020 r. mpoBeeHa MeAUKO-peaOuINTallMOHHAS
OKCIepTHass KOMHCCHs, YCTAaHOBJEH KiIMHUYecKud pauarHo3: HO 1 Ttuma, ayrocomHo-
JIOMUHAHTHBIN TUI HacieaoBaHus. CpacTarolMIICs OCIe OCTEOCUHTE3a KIIMHKOBOW TIJIaCTH-
Hoii 1 BuHTamu ot 10.10.2019 r. 6a3anbHbIi nepenoM mieiiku JeBoro 6eapa ot 06.10.2019 r.
Cpacraromuiics mepenoM MPOKCUMAaJIbHOro MeTadu3a JeBoi 00JbIIeOepIioBOil KOCTH C yI0-
BJIETBOPUTENIBHBIM COCTOSIHUEM OTJIIOMKOB OT 16.12.2019 r. Heonopnas neBas Hora. @K3.,
Q78.0. ITaneHT HyX/aeTcsl B yXO/€, B pe3ysibTaTe HapyIIEHUS CTaTOJUHAMUYECKUX (YHK-
nuii 3 crenenu, camooocnyxuBanus (OK 2), nepensrmkenus (OK 3).
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Odranemonorudeckuii craryc: B 2014 1. ocTpoTy 3peHust u3-3a Bo3pacta pedeHKa JT0CTo-
BEPHO OIMpPEICINTh He yaanock, pedpakims Ha OJ] (mpassiit ra3) sph +1,50/1 cyl —2,0/1 ax4°,
OS (neBsrit Tiaz) sph +0,50/1 cyl —1,75]1 ax164°. OU: npu ocMoTpe NepeTHET0 OTPE3Ka Iiia3a
B LIEJICBOW JIaMIIe BBISIBICHO OKpalllMBaHWE CKiep B Touy0oil mBer. KapTuna riasnoro axa
0€3 MaToJIOTMYECKUX H3MEHEHHI, COOTBETCTBYET BO3pacTHOM HOpMe. BpicTaBieH auarHos
OU: Cmemannsblii acturmatusM. CuaapoM roryosix ckiep. B 2015 r. octpota 3penus OD —
0,2 ¢ xopp. cyl +1,25]1 ax100° = 0,65, OS — 0,3 ¢ kopp. cyl +1,25]1 ax80° = 0,7. Pedpaxmus
OD: sph +0,50/1 cyl —2,0/1 ax4°, OS sph +0,50]1 cyl —1,75]1 ax164°. BUOMUKPOCKOTTHYECKH
OU — ronyboe okpammBanue ckiep. Kaptuna rinazHoro nHa 6e3 maToaoruueckux M3MeHe-
Huil. Jlnaraoz OU: Cmemanubiii acturmatusm. Pedpakunonnast aMOauonus ciiaboil CTeeHu.
CunnpoM romyOsix ckiiep. PeOeHky pekoMeH10BaHbl KYpChl IJICONTUYECKOTO JIEYCHHUSI, KOTO-
pble BKIIIOYAJIM NONEPEMEHHYIO OKKJIO3MIO U 3acBeThl Ha anmapate AVCT 0,1 JIK. B 2016—
2017 rr. opTaabMONIOTHYECKHA CTaTyC MPEXHUH, 0e3 oTpunaTenbHoi auHamukd. B 2018 r.
octpota 3penusst OD — 0,6 ¢ kopp. cyl +1,5/1 ax100° = 0,9, OS — 0,5 ¢ xopp. cyl +1,5]]
ax80° = 0,8. Pedpaxius OD: sph +0,25]] cyl —2,01 ax4°, OS sph +0,2511 cyl —1,75]1 ax169°.
buomukpockonnyecku O — romyboe okpammBanue ckiep. Kaptuna riassoro ana 6e3 ma-
tonornyeckux m3mMeHeHui. Jluarnoz OU: Cmemnannbiii acturmatu3M. PedpakiuonHnas am-
omonust cnaboit crenenn Ha OS. Cunapom ronyOsix ckiep. B 2019 r. octpora 3penust OD —
0,35 ¢ xopp. sph —0,511 cyl +1,5]] ax100° = 1,0, OS — 0,35 ¢ kopp. sph —0,5]1 cyl +1,5]]
ax80° = 1,0. Pedpaxius OD: sph —0,5]] cyl +1,75]11 ax 99°, OS sph —0,51 cyl +1,5]1 ax 82°.
buomukpockonnuecku OU — rony0oe okpamuBanue ckiep. Kapruna rmaszHoro gHa 0e3 marto-
norunyeckux uameHeHuid. Jluarnos OU: Cmemannblii acturmatu3m. CHHAPOM TOIYOBIX CKIIEp.
B 2019 r. manpunk ObUT 00CIIEIOBAH CYPIOJIOTOM: MTATOJOTHU HE BBISBICHO. CIIyX B HOpME.

Ha ocHOBaHuM MONTy4EHHBIX JAHHBIX: MOBBIIIEHHON JIOMKOCTH KOCTEH, HAIUYUS TOITY00-
r0 OKpalIMBaHUs CKJIEp, FTeHETHUECKON MpeIpacioIokEeHHOCTH M0 OTIIOBCKON JHMHHUH U pe-
3yJIbTaTOB MEIUKO-T€HETUYECKOro HccieoBaHus Obll BbicTaBieH auarto3: HO 1 Tumna,
ayTOCOMHO-IOMUHAHTHBIN THUIT HACJIETOBAHHUSI.

[Tanmentka E., 1 roxg 8 mecsues. Pogmnacek 3 pedbeHKOM B cembe, IMyTeM KecapeBa ceue-
Hus. Bec npu poxxnennn 3660 T, anmuHa 53 ¢M, OKpPYKHOCTH TOJIOBBI 35 ¢M, TI0 IIKajae Amnrap
8-9 6annog. [latonoruii npu pokaeHnu He BbIsABIEeHO. Ha mpoTskenun nepsoix 10 Mecsiies
YKU3HU CO CTOPOHBI HEBPOJOTMYECKOIO CTaTyca 04aroBo CUMIOTOMAaTUKU HE OOHApYKEHO, B
10 mecsaueB u 4 1HA NpU OCMOTPE HEBPOJIOTOM BBICTABIIEH JAMATHO3: 33J€P’KKAa TEMIIOB MO-
TOPHOT'O Pa3BUTHS. MBIIIEUHBIN TOHYC ocliabiieH, peOeHOK He MOJ3aeT, y ONOphI He BcTaeT. B
1 ron, nocne Kypca (GpU3HOTEPANIEBTUYECKOTO JICUEHHSI, OTMEUAETCsl COXPaHEHHE TEHCHIINH K
TUTNIOTOHHH B MBIIIEYHOM TOHYCE, MTONI3aET, CTOUT caMa, Y OTOpbI MOJHIUMaeTcs U XoauT. B 1 ron
5 Mecs1eB HEBPOJIOTUYECKUH cTaTyc 0e3 ouaroBoil cumnroMaTuku. [Tpu ocmotpe oprornenom
MaTOJIOTUU HE BbIsIBIEHO. OcMOTpeHa 0(hTanbMOJI0roM B 3 Mecsla BBISIBIIEHO JIETKOE TOIy00-
BaTOE OKpallliBaHUE CKJIep, BbICTaBIIeH quarHo3: OM cuHIpoM romyObIx cKiep.

Buieoownt

Takum 00pazoM, OAHUM U3 JAMATHOCTUYECKU 3HAYMMBIX MPU3HAKOB Ha PaHHUX dTammax
pa3sBUTHSI HACIEICTBEHHOTO HapyIIEHHUs] COCIMHUTEIBHOM TKaHU SIBISETCS rojy0oe OKpaliu-
BaHUE CKJIEp IJ1a3a, IPU BBISIBJIEHUHM KOTOPOTro 00s3aTENbHBIM SIBJISIETCS MPOBEICHUE B paH-
HUE CPOKH MEJIMKO-T€HETHYECKOTo uccienoBanud. Jlanuelil kinanueckuit cinydaid, HO 1 tu-
na JI€MOHCTPHUPYET, UTO pa3Hasi EHETPAHTHOCTh I'€Ha Y YJIEHOB OJJHOM CEMbH BEJET K IOJIU-
Mop(hU3MY KIMHUYECKUX MPOSBICHUN TUCIUIa3UHM COSAMHUTENbHON TKaHu. Benenne nanueH-
ToB ¢ cunapomMoM HO TpeOyeT MHOrOKOMIIOHEHTHOTO MOJX0/1a C PELIEHHEM BOIIPOCOB MpO-
(GUITaKTHKY TOBTOPHBIX MIEPETIOMOB U PAHHETO OCTE0apTPO3a.
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