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AVHOMUKO KAMUHUKO-PEHTIeHO-
rAABA AOMMYEeCKUX USMEHEeHUNn

PA3AUYHBIX @OPM CNOHAUAO-

3ANNPU3APHbBIX, MHOXXECTBEHHbIX

3aNUPU3APHbLIX U CTIOHAUAO-
MeTAPU3APHBIX AUCTIAQ3UN

CnoHANAO3NUPU3APHDBIE AUCTIAC3UMN

Kak n3BecTtHo, cnoHamnoanudusapHsle aucnnasuu (C3/) ansoTcsa retepo-
reHHOW rpynnow 3abonesaxuii. (Mpy 3HAKOMCTBE C MatepuasnoM Lienecoobpas-
HO NepUoaNYECcKn BO3BPALLATLCA K MOIOXEeHUsIM MexayHapoaHOM HOMEHKNaTy-
pbl ckeneTHbix gucnnasu 1998 r. — Mpum. aBTopa.) PasnuyHbie popmbl COL oT-
HocaTcs K AByM rpynnam — 8 n 10. B rpynne konnareHonatuii 2-ro tuna (Group 8.
Type Il Collagenopathies, 12q13.1-g13.3) C3/, npencrasnieHbl, B OCHOBHOM, HO-
3o0510rnyeckumy popmMamm, AMarHoOCTUPYEMbIMU C MOMEHTA POXOEHNSA.

MposeneH aHanna 52 cnyyaes ABYX Hambonee pacnpocTpPaHeHHbIX HO3010-
rndeckux popm CI3/, AnarHOCTUPYEMBbIX B MPOLIECCE POCTa: CNOHANN03NNdU-
3apHon agmncnnasun tarda (COAT) 1 nporpeccupyoLler nceBoopeBMaTonaHOM
ancnnasum (MNMPA), otHocawwmxes k rpynne 10 (Group 10. Other Spodyloepi-
(meta)-physeal Dysplasias), ¢ HaCTWUYHO YCTaHOBMEHHbBIMU K HACTOSALLEMY Bpe-
MEHU XPOMOCOMHBLIMW JIOKyCaMn 1 HeonpeaeneHHbIMyU OUOXUMNYECKUMI Oe-
dekTamm.

X-CuenAeHHAas CMoOHAUAO3NUPU3APHAA AUCTIAG3MG tarda

Mo paHHbiM INCDB X-cuenneHHas cnoHaunoanmdudapHaa gucnnasug tarda
(X-linked spondiloepiphyseal dysplasia tarda) nmeeT yTOYHEHHbI XPOMOCOM-
HbIA NoKyC: Xp22.2-p22.1, He onpeneneHHblii Ha CerogHALWHUA OeHb OUOXUMN-
yecknin gedekT 1 X-CuenieHHbIi LOMWUHAHTHbIV NyTb HacnenoBaHus. nga aT1o-
ro 3aboneBaHns xapakTepHO TUMUYHOE, HEOC/IOXKHEHHOE TeYeHue.

3 52 6onbHbIX CO cnoHaunnoanuounsapHoii ancnnasvein 38 ctpaganu COAOT,
6 13 HUX NPOCNEXEHbI OT POXAEHUS [0 B3POCIOr0 COCTOAHUA, 12 c/ly4aeB HO-
CUNN CEMENHbIN XapakTep.

AHanMa3 aHamMHEeCTUYEeCKMX AaHHbIX nokasas, Y4To B OONbLIMHCTBE ClyYaeB
nepBoHavyanbHbI AMarHo3 owmboYHbIN Nbo 3aboneBaHne AMarHOCTUPYyeTCs
MO34HO: poauTenu He obpawaloTcs K opTorneny, pacueHuBas OTKIOHEeHUS
B CTPYKTYpe ABUraTefibHbIX HAaBbIKOB AeTel Kak 0COOEHHOCTU xapakTepa.

MpaBunbHLIN AMarHo3 Npu NEPBMYHOM OBpaLLEeHUM B NOJIUKIANHUKY (13 38
BonbHbIX) noctaBneH 10 naumMeHTam, NMPUYEM B ABYX CEMENHbIX Cly4asax —
B BO3pacTe 6 mec n 3 roga, Nockosbky y optoneaa 6bila HACTOPOXEHHOCTb
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AVNHAMUKA KAUHVIKO-PEHTTEHOAOTMYECKIX N3MEHEHWN. ..

B oTHoLwweHnn C3M,. CnenyeT NosiCHUTb, YTO BCE AETU U3 CEMEN, TOe paHee au-
arHOCTMpPOBaHa ckeneTHas AUCcniasusa y O4QHOro U3 POACTBEHHUKOB, Haxoaum-
UCb NoA HabnogeHnem Bpada 1 06cnenoBannch PEHTIEHONIOMMYECKN B AMHA-
Muke. B 6 cnyyasx npaBuiibHbIA OMarHo3 MOCTaBMEH B BO3pacTe 5-7 JieT,
B 2 cnydaax — 12—13 neT. Y ocTtanbHbix 3ab605eBaHne TPAKTOBAIOCh KakK BPOX-
OEeHHbIN BbiBMX Oeapa (9 cnydyaes), aucnnasvs Ta3obenpeHHbIx cycTaBos (6),
6onesHb MepTeca (8), paxut (2). B apyrux cnyyasx avarHo3 Obii He ACeH, Npo-
Boaunack anddepeHumansHas guarHoctTuka mexay Apyrumu dopmamu cke-
NeTHbIX gnucnaasun.

B aHamMHe3e OTMeqasioch: TeyeHue GepemMeHHOCTM 1 poaoB y MaTepn 6e3
0Cc0bBEeHHOCTEN, BECOPOCTOBbIE MOKA3aTENM MPU POXOEHUN B Npeaenax HopMbl.
PebeHok, cO cnoB poauTenen, A0 roga passmBascsa HoOpMasibHO, HapaBHe Cco
cBepcTHMKamu. C Havanom xoab0bl poaMTENN CTaIM OTMEHaTb HEMPaBUSIbHYIO
MOXOOKY B BWAE YTUHOWM, packadymBaroLLlencs, HeyCTon4neon. Hesasncnumo ot
CPOKOB 00palLLeHus, poauTenn ykasanm Ha HenpasuiibHYIO NOXOAKY C MOMEHTa
Havana xoadbl B 20 cnydasx 13 38. leTu yxxe B 9TOM BO3pacTe OTIn4atoTcs OT
CBEPCTHUKOB MEHbLLEN akTUBHOCTbBIO, OTCTAOT B Urpax, Mioxo 6erator.

Mpw 06BEKTUBHOM OCMOTpPE B | nepuroge: [eTy NPaBuibHOro TENOCIOXEHNS,
POCT — B Npenaenax BO3pacTHOM HOPMbI, MCUXMYECKOE Pas3BUTUE COOTBETCTBYET
BO3pacTy. Mpu KNMHUYECKOM OCMOTPE HEPEAKO OTMEeYaeTCs orpaHuyeHune oT-
BegeHua 6emdep, B OCTanbHOM — OBUMXEHMSA B CycTaBax CBOOOAHbIE, B MOJIHOM
obbeme.

B paHHeM Bo3pacTe y feTel He BbiaBngeTcs aedopmaunii ckenera.

PeHTreHonornyeckas kapTrHa CyCTaBoB B | nepuoae He oTiM4aeTcs cnewm-
PUYHOCTbLIO: BbIBNIAETCS 3anas3ablBaHne NOSBAEHUS 90ep OKOCTEHEHUS roJ10-
BOK OefpeHHbIX KocTel (Ha 6-7 Mmec). Snndunabl Ha PeHTreHorpaMmmax goJro He
NOSABMAOTCH, BUOHbI NINLIL NPOKCUMasbHbIE OTAENbl 6eApeHHbIX KOCTEN C YKO-
POYEHHbLIMU M YTOJNILLLEHHBIMY WerKamun. Y 2 feTel BbigaBneHa ymepeHHasa Bapyc-
Has gedopmauma week (oo 120 rpagycos) (puc. 3.1).

B Bo3pacTe 1-2 roga Ha peHTreHorpaMmmMax Ta3obepeHHbIX CycTaBoB f4pa
OKOCTEHEHUS roNnoBOK BeApeHHbIX KOCTEM NosSBASioTCa ¢ HebOobLLMM Ono3aa-
HUEM, OHWN aCUMMETPUYHbBI, HEPaBHOMEPHO KpanyaTtoi CTPYKTypbl (puc. 3.2).

Kak Mbl MOrnv yoeauTbes, B NEPBOM NEPUOAE NPaBUIibHbIN AMarH03 nocras-
NeH B OJHOM Cllyyae, Koraa UMesicsi CeMenHbI aHamMHe3: aHanornyHoe 3abone-
BaHWe y matepu un oTua npobaHga. B nogaBnsaioowem OONbLUMHCTBE Cly4aes,
npun HaNU4YUK HecneundU4eckon KIMHUYECKON N PEHTIEHOIOMMHYEeCKOn KapTu-
Hbl, ANArHO3 BbI3blBAET OOMbLUME 3ATPYOHEHUS.

O[QHaKo KIMHULMCT, BbIABMB Y pebeHka, Co ClI0B poauTeneit, xanobbl Ha Ha-
pyLUEeHMEe NOXoaKu, ObICTPYIO YTOMISIEMOCTb, M 0OHAPYXXMB MPY OCMOTPE HE3Ha-
4yUTEsNIbHOE OrpaHMYeHne NoaBMXKXHOCTY B CyCTaBax, Kak npaBuio, TazobenpeH-
HbIX, @ MHOTOA W NIOKTEBbIX, YK€ B 9TOM BO3PACTe MOXET B3ATb €ro nog, Habso-
[eHne n, No mepe occndurkaumm cKesieTa v BbISBIEHUA TUMNYHbBIX PEHTIEHOJ0-
rMYECKNX N3MEHEHNI NOCTaBUTb ANarHo3. B Apyrnx cay4asax HaCTOPOXEHHOCTb
opToneaa onpasaaHHa, koraa KTo-To U3 poauteneli pebeHka, oavH ns cnbcos,
6m3kne poacteeHHnkn ctpagatotT COAT nnm xe y poACTBEHHUKOB pebeHka
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AABA 3

Puc. 3.1. PentreHorpamma TasobeipeHHbix cyctasos 6onbHoi O., 1,5 rona. COAT. 3anasapisa-
HVE NOSBAEHUS AP OKOCTEHEHUS MPOKCMMAbHbBIX ANMPN308 6eAPEHHbIX KOCTEN.

Puc. 3.2. PentreHorpamMma TazobeapeHHbix cyctaBos GonbHoi ®., 2 rona. COAT. AccumeTpus
Anep OKOCTEHEHUS MPOKCUMAIbHBIX 3NMPU30B GeApeHHbIX KOCTEN.
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AVMHAMUKA KAMHUKO-PEHTIEHOAOTUYECKINX N3MEHEHNI. .

nMetoTcs xanobbl Ha paHo NosiBMBLUNECS BONM B CycTaBax, PaHHUN OCTEOXOHA-
po3 (20-30 neT). Toroa npaBuiibHO COOPaHHbLIN aHaMHe3, aHaN3 POOOCIOBHON,
Tak HadblBaemMasi AnarHoCcTnka «0T OOJIbHOM CEMbU», OKa3bIBAIOT CYLLLECTBEHHYIO
NMOMOLLb.

Il nepnoa AMarHOCTUKU CKeNEeTHbIX OUCrIadnii XxapakTepudyeTcs TeM, HTO
no Mepe pocTa 1 pa3Butus pedeHka, Ha GOHEe YCTOMHMBOM OCEBOW HarpysKu,
reHeTUYECKN OETEPMUHNPOBAHHbBIE CABUMA DUMOXMMUYECKUX LIMKIIOB B OPraHna-
Me MPOoAOJIKAIOT peanr3oBbiBaTbCS Ha YpoBHe anndur3oB. o mepe nporpeccu-
poBaHusa 3aboneBaHns, n3HavanbHO NMOPOHHLIA CyCcTaB CTaHOBUTCS BCe Bonee
HECOCTOATENbHbIM, HECMOCOOHBLIM BblAEPXNBATb YCTOMHMBYIO OCEBYIO Harpya-
ky. OpraHn3am pebeHka MbiTaeTCs afanTUpoBaTbCH OMNOCPEAOBAHHO 4Hepesd
HEepPBHYIO CUCTEMY, YTO HaklaOblBaeT OTNEeYaToK Ha YPOBEHb €r0 ABUraTebHOM
aKkTMBHOCTU. Bonee oTyeTnMBO M3MeHsieTcs noxogka. Pogutenu obpaisatoTt
BHUMaHME Ha ObICTPYIO YTOMASAEMOCTb AETEN, CBA3AHHYIO C ANIUTENLHON XO4b-
6oi. HYeTBepo obcnenoBaHHbIX AETEN MNI0OX0O BCTaBaM C KOPTOYEK U HE yMenu
xopoLlo 6eraTb K 4 ronam.

Mpn 06bEKTMBHOM 0OCNEA0BaHNM BbIABASIOTCA HapyLLeHWe OCaHKu B BUAE
YMEPEHHOI0 HEDUKCUPOBAHHOIO FPYAHOro Kndosa, yCUneHus nosgCHUHHOro
nopnosaa, 3amenneHne pocta B BUAE YMepPEHHoro cybHaHnama. MiHoraa co CTo-
POHbI KPYMHbLIX CYCTABOB OMPEAENioTCS He APKO BblPaXEHHble WU3MEHEHWUA
dopMbl CycTaBOB B Buae nerkux gedopmaunii. Y 4 neten B Bo3pacte 5 neT oT-
MEYEeHO YMEpPEHHOE yBeNnYeHne B 06beMe TIOKTEBOrO CycTaBa, y O4HOro — fI0K-
TeBasn gesmnaums obenx KUCTEN; Tpoe aeTten nmenn edopMrpoBaHHbIe NATbIE
nasblibl (YKOPOYEHHbIE N NCKPUBIIEHHbIE) HA 0BEUX KUCTSX, Y 2 B0NbHbIX — LUN-
pokKasi KUCTb C yTOJLLEeHMEM MexdanaHroBbiX CyCTaBOB.

CoO CTOPOHbI HUXHMX KOHEYHOCTEN y 8 oeTen BbigBAeHa genu valgum, y 0aHo-
ro pebeHka — NoABbIBUX FONEHU KHapPYXn, y Tpoux — pes planus valgus'', y ABo-
NX — BPOXAEHHas KoconanocTb. Hanbonee nokasaTesibHbIM NPU3HAKOM cTan
NOABbLIBUX MW MOJSHbIN BbIBUX HAAKONEHHUKA, YTO 3adUKCUPOBAHO B 3TOM BO3-
pacTHOM nepuoae y 8 4enoBek, Npuyem B 5 ciy4asx NpoLecc HOCUN ABYCTOPOH-
HUW XapakTep.

C BO3pacToM yBenumumBaeTcsa oceBas Harpyska. [JedekT CyCTaBHOro xpsiia
Ha ypOBHe Ta300eapeHHbIX 1 KOSIEHHbIX CYCTaBOB, UCMbIThIBAIOLLMX MakCuMasb-
HYIO Harpyasky, peanumayeTtcs ObiCTpee, pe3ynbTaToOM HYero n ctaHoBaTcs aedop-
Mauumn. OHU, B CBOKO o4yepeapb, 00yCnoBAMBalOT MPOrpeccupyolee yxyaleHme
noxoOKu, MosiBNIeHMEe XPOMOTbI, a B MOC/enyllWeM 1 nossreHne 601eBoro
cuHapoma.

Kanobbl Ha XpPOMOTY BbisiBfieHbl Y 18 aeTeit, BO3pacT aTOM rpynnbl NauneH-
ToB Konebancs ot 2,5 0o 12 net, y ceMu — xanobbl NPULLANCL HA NPOMEXYTOK
5-8 net. BoneBo cMHAPOM NpPU Harpy3ke BbIABMEH Y 7 OEeTEeN, MpUYemM YyeTBe-
PO 13 HUX XanoBannucb Ha OONK B KONIEHHbIX CycTaBax, a 6onee BblpaXeHHbIe
PEHTreHoNorn4eckmne N3MeHeHnss UMeNNChb Ha YpoBHe Ta3obeapeHHbIX cycTa-
BOB.

'" Pes planus valgus — nnockoBanbrycHasa crona.
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AABA 3

Puc. 3.3. PeHTreHorpamma tasobeapeHHsix cyctaBos 60abHow O., 4 ropa. CoAT. NMpokcumanb-
Hble aNndu3bl 6eapPeHHbIX KOCTe YIoWeHbl 1 yMEeHbLLIEHb! B pasmepax.

Mpw nccnenosaHuy GyHKLMM CYyCTaBOB Y S MaLWEHTOB ONpeaensmcs crnba-
TesbHble KOHTPaKTYpbl NOKTEBLIX CYCTaBOB, Y O0/bLUNHCTBA — OrpaHn4eHne oT-
BedeHns B Ta300eApeHHbix CycTaBax, y 4 AeTen — orpaHu4eHne OTBeAeHNs
1 poTtauum begep.

Ecnu B Havane |l nepuoaa (3—-4 roga) peHTreHoNnorn4eckne N3MEHeHns Mo-
ryT BbITb HEAOCTATOYHO XapakTepHbIMU, TO kK 6-8 rofam CTaHOBATCS cneunduy-
HbIMU. MI3MeHeHbl anuduabl Bcex TpyBUaTbix KOCTeN, HO Hanbonee OTHETINBO —
GenpeHHbIx 1 6onbliebepLIoBbix kocTe. Ecnu k 3—4 roaam anudn3abl ynaoLue-
Hbl M YMEHbLLEHbI B paamepax (puc. 3.3), To kK 5-6 roaam OHW yBeMHMBaloTCs
B NMONEpPEeYHNKe 3a cHeT YrioweHns, npuiem nonepesHnK anudmrsa NocTeneH-
HO OOCTUraeT paaMepos anNndU3apHON NIacTUHKN (purC. 3.4). CrnaxeHbl Mex-
MbILLENKOBAA AMKa OeOpPEHHbIX KOCTEN, MEXMbILLENKOBOE BO3BbILLEHNE 60nb-
webepLoBbix KocTen (puc. 3.5). Y aByx [eTeil BbisBaEHa coxa vara fio 100-120
rpasycos.

K 7 rogam popmupyeTcsa gedopmanmsa Ta3a, Bnepsbie noapobHO onucaHHasa
Ph. Rubin B 1964 . Ecnn y feTei oaHoOro roga ta3 umeet o6bidHyto popmy, TO,
Ha PpOHEe YCTONYMBOIN OCEBOWN HArpy3ku, BEPTYXHbl€ BraAvHbl NOCTENEHHO yr-
ny6nsioTcs, obpasys kak Gbl ncesaonpoTpysuto. MonepeyHrk BxoAa B Tas 3a-
METHO CY>KaeTcs, TEeNO U KPbi/ibsi NOAB3AO0WHbBIX KOCTEN yKOpa4mBatoTecs 1 pac-
wmpsioTcs. Maroteaux HasbiBaeT Takylo Aedopmauuio «champagne-glass»
(«BOKan LaMnaHcKoro»). ¥ 60bHbIX CTapLue 7 neT, CTpaaatoLmx C3AOT, nedop-
mauusa Tasa «champagne-glass» BCTpe4aeTcs B TO nnv MHOWN CTeneHn Bbipa-
SKEHHOCTV U MOXET CYMTATbCS MAaTOFHOMOHWYHON 51 9TOW HO30/10rMYeCKoin
dopmsbl (puc. 3.6). Hepeako onpenensioTcs ynioTHeHne CTPYKTYPbl U KITIOBO-
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LAVHOMYKA KAVHUKO-PEHTIEHOAOTUYECKNX N3MEHEHWI. .

Puc. 3.4. PenTreHorpamma tazobeapeHHbix cyctaBoB 6onbHow T., 6 net. COAT. MpokcumarbHbie
3nudun3bl 6eapeHHbIX KOCTEN YBENNYMBAIOTCS B MONEPeYHMKe, 0CTaBasCh YnjoWweHHbIMM.

Puc. 3.5. PeHTtreHorpamma
KONIEHHbIX CYCTaBOB BONbHOM
X., 6 net. COAT. CrnaxeH-
HOCTb MEXMbILLENKOBOWN AM-
K 6enpeHHbIX KOCTEN, Mex-
MbILLENIKOBOrO BO3BbILLEHUS
6onblebepLoBbIX KOCTEN.

BUOHasA gedopmaumsa OUCTanbHbIX CyOXOHAPaNbHbIX OTAENO0B KPEeCTLOBO-N0A-
B340LIHOI0O CO4NIEHEHNS.

Tena NO3BOHKOB Ha PEHTreHorpaMmax yYMEepeHHO YMNoLlleHbl, Gonblie
B rpyaHOM OTAene.

Ill nepwioa, BKOYAOLWMIA BO3PaCTHbIe paMKku OT 6 Ao 16 net, ontumaneH ans
OVarHOCTUKN, KIMHUYECKUE N PEHTTEHONOrM4Yeckne M3MEHEHUa B 9TO BPeEMS
[OCTUraloT MakCUMasnbHOW CTEMNEHN BbIPaXXEHHOCTU.

YcToymBas ocesas Harpyaka, C POCTOM W pas3BuTnemM pebeHka, npusoauT
K fasibHEeNLLEMY YBENMYEHNIO HAarPy3KN Ha HUXKHNE KOHEYHOCTU. B KpynHbIX cyc-
TaBax NPOrpeccupyoT M3MeHeHns anndun3os, HapacTaloT gedopmaumm — coxa
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