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CUHJAPOM CETPE—YOT3EHA ¥ IEBOYKH 8 JIET

LenTpasbHbIl MHCTUTYT TPaBMaTOJOTMM M OPTONEANM
um. HH. IIpuoposa, Mocksa

Axrpouedanocuamaktunus (tun III), mam cuug-
pom Cerpe—Yorzena (Saethre—Chotzen), coranac-
HO MeslyHapoHO!I HOMEHKJIAType HacJeICTBeH-
HbIX DoJIe3Hell cKeJleTa OTHOCUTCA K IPYIIe AM30C-
TO30B, IMPOABJAIOMIMXCA YPOACTBAMU OTAEJbHbIX
KOCTEeH MM MX COYeTaHMAMM, M BXOIUT B MOATPYII-
Iy AM30CTO30B C MPEMMYILECTBEHHBIM [IOParKeHueM
auua 1 4deperna. Twurnm HacaeoBaHMA ayTOCOMHO-
JOMUHAHTHBIN.

Briepseie ommcanHoe Saethre B 1931 r. u Chotzen
B 1932 r, aro 3abonepaHyue MOJYyHUIO CTATYC CUHIPO-
ma Jmmb B 70-x romax [1, 4], uro obbAcHAeTCcA Kak
ero pejKOoCThI0, TAaK M 4Ype3BbI4aliHO} BapuabesbHOC-
ThIO KJIMHMYECKMX I[IPOABJIEHMI. BoJblIMHCTBO oOmu-
CaHHLIX CcJy4daeB IpefCcTaBJAaNM coDOil HEIOJHBIN CHH]I-
poM, u BepuUUMPOBATEL AMATHO3 YAABAJOCh TOJBKO
npu obcnefoBanumu cembu npodbanpa [2].

HepaBuo ycraHoBieHo, uto cunapom Cerpe—
Yorzena obycsoBNeH MyTalueli B reHe perenropa
dubpobnacr-pocrrosoro dakropa 3 (FGFR 3), kap-
TUPOBaHHOro Ha xpomocome 4 [3, 5]. Apropamu y
MpaKTUYeCKM 370POBBIX OTLOB Npobannos obHapy-
JKEeHa Ta oKe MyTaumdA, 4YTO CBUAETEJLCTBYEeT O He-
obxoxumocTy 0OOCJIEHOBAHMA POAMTENEH TaKUX Ia-
LMEHTOB Ha MOJEKYJIAPHOM YPOBHE HE3aBMCUMO OT
KJIMHMYECKNX ITPOABJIEHUI.

CrnoxuocTs auarHoctuxu cuugpoma Cerpe—Yor-
3eHa obycsoBneHa BapuabesIbHOCTBIO CMMIITOMOKOMII-
JIeKca, 4TO MOJKEeT CTaTbhb MNPUUYMHON HenpaBMJILHO
OLeHKM peHOTUIIA U, CJEOBATEJbHO, OLIMOKKH B
omnpejiesIeHMM TIPUMOPUTETHOCTM NpPM BbIbOpe HO30-
JIOTUYEeCKO} TPYyIIIbL

ITox Hammm HabJofeHMeM HaxXOAUTCHA JEeBOYKa
8 ner (bonpHas B. 1989 roma pokpeHnus), crpanaio-
maa cuagpomom Cerpe—Yorsena c¢ nabopom xa-
PaKTepHbIX CHMMIITOMOB, IMOYTU MOJHOCTBIO MCHep-
NBIBAKOIMIUM Opu3Hakyu 3aboseBaHus.

Hesouka pommunace B Opecce or mnepsoit Gepe-
MEHHOCTHU, IIpOoTeKaBlIell 6e3 OCNIOKHEHMI, Yy Mpak-
TUYEeCKU 3J0POBbIX poxuTeteit (maTepu 35 JeT, OTLY
33 rozma). Pomsl B roJIOBHOM IIpejpJiexaHuy, macca
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rena npu poxpenuu 3300 r, pocr 48 cm. Yixe B
poAnoOMe [AMAarHOCTUPOBAHbl aHOMAJMA Pa3BUTUA
creJieTa (OBYCTOPOHHAA KOCOJIAIIOCTb) ¥ BPOIKAEH-
HbIJI TIOPOK cepaua (MUTPaJbHOTO, aopTaJlbHOTO U
TpUrycnuzaaabHoro kJyanasoe). C pocrom pebeHka
MpOrpeccupoBasio HapyueHue 3peHns, AeBo4uKa Oblia
ABajX[bl ONEpMpoBaHa MO IMOBOAY TIJIaYKOMBIL.
C 7 ner naburonanack B MOCKOBCKOM MeauKO-reHe-
TMYECKOM HAy4YHOM LEHTpPe C [AMarHo3oM«mega-
locornea». B 1995 r. (e Bozpacre 6 seT) nosBMyIach
M cTajla HapacTaTbh fecopmauyus [M03BOHOYHMKA,
B AHBape 1997 r. nmpousoules nepesom Jesoro Gem-
pa. ITocne cpacraumus mepesoma BbIABJIEHZ Balb-
rycHas pecopMalus JEBOr0 KoJeHHoro cycrasa. Ha-
pyLIeHUe MOXOOKY M3-3a AedopMaluy JeBOI HUMK-
Hell KoHedHocTu M obeux crom, ObicTpad yToMusAe-
MocTh, nedopMmauua u OOaM B CcrimMHE — IKaJ00BI,
¢ KoTopbiMu OBoxbHas OblLIa TrocIMTANM3MPOBaHA
B ITUTO.

Penomun npobarda (cMm. pucyHok). Poer 114 cwm,
macca tena 20 xr. Yepen o0brunoit ¢ropmbl M pas-
MepoB, HECKOJIbKO HaBMCAaOT JIOOHO-BMCOYHBLIE OT-
nesnl. PonHMukKM 3akphIThl. Pesko BelpakeH 3k30g-
TasbM, ocobeHHo cmpaBa, megalocornea, rumepre-
JIOPU3M, TITO3, ABYCTOPOHHEEe IOMYTHEHIE POroBUIL,
cnpaBa amMaBpo3 (cjermora). YIIM CUMMETPHYHBIE,
YUIHbIE PAaKOBUHBI C BBICTYNAIOUIMM BEPXHUM KOH-
oM 3aBuTka. IlepeHocuiua BoaBiileHa, HOCOBas Iie-
peropoaixa MCKpUBJIEHA, OTMEYaeTCA IHycaBOCThb TO-
noca. PuabTp AMMHHLNAL [IPHKYC OTKPBITHINA, NECHBI
mMpokue, 3yObl MeJKMe, IpUYyIIuBoi opMsl, pac-
TYT B pasHble cTopoHbl. Hebo yakoe, Bbicokoe. ¥Y3-
Je4yKa He BUAHA. S3bIK KpynHbBIL, ¢ rooybokoil npo-
AOJIBHOM pacIieNMHOM, TUIIeprasueil COCOYKOB.
Muxporenusa. IITea koporkasa. I'pyanas kjaeTka yi-
JIOLLIEHHAsA, acUMMeTpUYHadA, Kpasd peDepHbIX AT
pa3eepHyThL JHXMBOT yMEpEHHO B3AYT, OTMEYAIOTCH
cnabocTh MbIIII NepenHelt OPIOLIHOM CTEHKM, HAJ-
nymno4yHas rpeka Oesoit simHun. Ilevenr Ha 4 cm
HMKe Kpas pebepHoit Iyru, cejieseHka Ha 3 CM
BBICTYTIAeT M3-TIOA Kpaa pebepuoit nyru. Kudocko-
JIM03 TIOACHMYHOrO OTAesa TTO3BOHOYHMKA, aCUMMeT-
pPMUA YrJIOB JIONMATOK, TMIIOTPO(uA napasepredpans-
HBIX MBbILIILI,
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Bosnbnana B. 8 ner ¢ cungpomom Cerpe—Yorazena.

Hapnneubsa yxopoueHsl. BepxHue KoHeuHoCTH 0aM-
HaKOBOM AJIMHBI, MMEETCH OrpPaHMYEHME OTBEAEHMA B
MJIeYEBbIX CycTaBaxX, pasrubaHna B JIOKTEBLIX U JIy-
4e3anACTHBIX cycTaBaX. Kuern mmpokme, Opaxu-
RakTmimA, kamHojakTuymsa I, II, V nansues, cuH-
paktioma II n III, III n IV nasbieB Ha ypoBHE
MPOKCHMAaNbHBIX (hasladr ¢ 0benx cTopoH. CxsaT co-
xpaneH. Ilysnbcanma Ha nepmdepnvecknx apTepusax
OTHeTNMBaA, YYBCTBUTEJBHOCTb He HapylueHa. Jle-
Basd HMMKHAA KOHEYHOCTb AJMHHee mnpaBoil Ha 1 cm
3a cyer Oenpa, BanberycHad pAedopmMauusa B JIEBOM
KOJIEHHOM cycTaBe Imoj, yraom 25°, IBYCTOpOHHee
TIoNe pevHo-NpoAobHOe nockocTonue, hallux valgus,
MOJI0TKOOOpasHaa geopmauna I u V nanbues obe-
ux cron. CrubaTebHO-IPUBOASALIME KOHTPAKTYPbI B
Ta300e/IpeHHbIX CycTaBaX, OrpaHu4eHue pasrubanusa
B KOJIeHHbIX cycTaBax. CocyamCTBIX M HEBPOJIOTU-
YECKMX PAaCCTPONCTB B HMIKHMX KOHEYHOCTSX HET.

Penmeenonozuueckoe o6caedosanue: yepen — cu-
HOCTO3 YE€peNnHbIX IIBOB, POCJEKMUBAETCH TOJLKO
3aTBLIOYHbIN II0B; [MO3BOHOYHUMK — JIEBOCTOPOHHMIA
TIOACHMYHO-TPYJHOM CKOJIMO3, Tejla I03BOHKOB Ky-
Ooeupnble, L1 mMo3BOHOK KJIMHOBUAHOM (hOPMbI AB-
JISETCA BePIUMHOM KMd03a; IJIeYeBoil oAC — KJII0-
YMIbI YKOPOYEHbl 3a CYET HEeNOpasBUTUSA aKpOMM-
aJNbHBIX KOHIIOB; KMCTU — KOPOTKME LIMPOKUE IACT-
HbIe KOCTM, NPOKCUMaJibHble M cpenuue hasanry,
TUIIONJIa3MA HOITEBBIX (hbaslaHr; Tad — IUMPOKMIA,
BEPTIYXKHbIe BIIaJMHbl MeJIKMe, BaJbrycHas nedgop-
Mauusa lweek OeApeHHLIX KOCTel; KOJIEHHble cycTa-
Bbl — YIJIOLIEHHOCTb 3MNMU(MU30B CO CIAaKeHHBIM
penbedoM, NOABLIBMX TOJIEHEH K3aaM, CTONLl —
ynnomenne u AecdopMaluuy OATOYHBIX KOCTEH, MO-
JloTkooOpa3nasa jgedopMalMa NaJbLEB, 0CTEONOPO3.
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ITenuaTpomM, MOMMMO BPOXAEHHOrO [IOPOKA CEpl-
na (MMTPaJIbHOTO, a0PTAaJbHOIO M TPMKYCHMIAJBHO-
ro knanaHos, H2), ofHapy’KkeHbl IMHEBMONATHA, Abl-
xaresbHad HegocraTodyHocTh II-III crapmmu, »keje-
3o/1ecbUIMTHAA aJlMMEeHTapHada aHemus | crenenn.

C y4eToM CONYTCTBYIOLIEH IAaTOJOTMM TIAl[MEeHT-
Ke IPOM3BE/IeH0 MMHMMAaJIbHOe 110 obbeMy M mpo-
JOJKUTEJILHOCTH XUPYypPrudeckoe BMellaTeNnbCeTBO —
pe3eKlMsA OCHOBaHMA OCHOBHOM pasnanru I masbua
paBoil cTombl ¢ yaaumHeHuem paarubarenein I, V
naJiblieB, M3TOTOBJIEH (PUMKCUPYIOLUMI IT03BOHOYHUK
xopcer. Ilocse 3akuBiieHnsa paH GoJbHas BbIIMCcaHa
nox ambynaTopHoe HabsoneHne.

3 aKJgwd4ueHHe

IlpuBenenHoe KAMHUYECKoe HaboneHMe CUHI-
poma Cerpe—Yor3ena npezcraBiaseT ocobblit MH-
Tepec B CBA3M C HajauumueM y OOJIbHOM NMpaKTUYeCK!U
nosiHoro Habopa XapaKTepHBIX NpU3HaKoB 3abose-
BaHMA, 4TO BCTpeyaeTcA KpaliHe PelKo, He roBopA
yiKe 0 pegKoCTM CaMoOl INaTOJIOTHMU.
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