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Baenenue

Cunnpom OnOpaiita- HacleqCTBEHHBI CUM-
NITOMOKOMIUIEKC, XapaKTepu3yIoIuiics (puopos-
HOW Oucruiadveil KocTteid (4acTo OZHOCTOPOHHE)
C TUIIEPIIMTMEHTAIIE ! KOXM U IIPeXKIeBPEeMEHHBIM
TOJIOBBIM co3peBaHMeM. boseioT mpenmyInecTBeH-
HO JuIa XeHCKoro mona. KimHuyeckas KapTUHA:
MHOXXECTBEHBIE KMCTO3HBIE OYard OCTEOIopo3a
C yJ9acTKaMM OCTEOCKJIepo3a M THIlepocTo3a (0co-
OEHHO B KOCTSX 4yepemna). DTo 00yCAOBJIMBAET Ma-
TOJOTUYECKYIO JIOMKOCTh KOCTel, medopMaliuio
KOCTHBIX OTBEPCTHI, BBHI3BIBAsSI HEBPOJIOTUUYECKYIO
CUMITOMATHKY, 00M. JIIMHHBIE KOCTH Mpeapac-
MOJIOXKEHBl K WMCKpUBIeHMIO. YacTo Imarojormde-
CKMI1 IIPOLIECC HOCUT OTHOCTOPOHHUIA XapaKTep.
ITpy peHTTeHOMOTMYECKOM WCCIENOBAHUN KOCTEH
00HAapy>XMBaIOT MHOXECTBO HEPABHOMEPHO PacIio-
JIOXKEHHBIX KMCT Ha (DOHE AeKaNblIN(UKALINU 1 JIe-
reHepaTuBHO-(PUOPO3HBIXM3MEHEHUIKOCTE!. Briep-
BbI€ 2 ToJla XU3HU Ha KOXE TOSBISIOTCS CBETJIO-
KOPUYHEBBIE IISITHA pa3IMYHbIX pa3MepOB M HEIIpa-
BUJIbHBIX O4epTaHuil. BO3MOXHEI TUTICPTHUPEO3, K-
30(pTaIbM, TUTIEPTPUXO3.

Cunnpom Bepapmunenmm — Ceiima — ayTocom-
HO-pEIIECCUBHOE HACJEACTBEHHOE 3abojieBaHUE,
XapakTeppe3ymlleecss: TOTATbHBIM OTCYTCTBUEM
MOJKOXHO-KIPOBOTO CJIOS, OOJIBIINMU KUCTSIMU 1
CTOTIaMU, TIOBBIIIIEHHBIM OBOJIOCEHUEM JIUIIA, 1IIeH,
KOHEUHOCTEH, TYCTHIMUA KypuYaBBIMU BOJIOCAMHU Ha
TOJIOBE, TUTIEPIUTMEHTALIMS IIeW U MOIMBIIIICIHBIX
BIIAJVH, OTTOIIBIPEHHBIE YIIIHBIC pAKOBUHBI, TUTIEP-
TUTa3WsI MUHJAJIWH, YBEJIWYEHUE TOJOBOTO WIeHa
(k1uTopa), BHYTPEHHUX OPraHoB (TenaTocIIeHO-
Meranus, HeppoMeTanus, pexe — KapauoMeTanus).
Y B3pOCHBIX BBISIBISIIOT WHCYJIMHOPE3UCTEHTHBIN
caxapHblii guabeT 0e3 keroauumo3a. IIpu peHtre-
HoTpad U KUCTU KOCTHBIN BO3pACT OMepexaeT rmac-
MOPTHEIN. B KpoBM CHIKEHBI TTOKA3aTeJIM TOPMOHA
pocTa, UHCYJIMHA, TPUTIUIIEPUAOB.

IIpuBoaum name Haomonenue: bas O. C, 28 net
obpaTwiach C Jcarob6amu Ha TPUCTYIIbI TOHUKO-
KJIOHMYECKHUX CYIOPOT C TOTepel CO3HaHUSsI, OCTa-
HOBKOM IbIXaHMSI 10 3-4 pa3 B CYTKU IIpEeHMYIIE-
CTBEHHO B HOuHOe BpeMs. [locie mpuctyna otMme-
YaeT COHJIMBOCTb, TOJIOBOKPYXXEHHUE, CYXOCThb BO
PTY, HACWJIBCTBEHHOE TJIOTAHWE CJIIOHBI, ATKOCTh
npu xoapde. Takke oTMevaeT Holole 001U B BU-
COYHBIX 00JIACTAX, MepuoauYecKre 00U B Ta300e-

IPESHHBIX CyCTaBax, orpaHUYeHre (PYHKIUU JIEBOU
HWXXHEN KOHEYHOCTH.

Anamnes 3abonesanus: boneet ¢ 9 mecsiieB, KoOr-
na nocyue npuBuBKU AIICM nosiBuiaach pBoTa, ChIllb
Ha TeJjie, HACWJIbCTBEHHBIE TTIOBOPOTHI IJ1a3 B CTOPO-
Hbl. Ha 7 neHb 3a00yieBaHUSI C OCTAHOBKOM JbIXaHUS
pebeHoK rocrimTtanuzupoBadH B OPUT, roe ycraHoB-
JIeH JuarHo3 IOCTBAaKIIMHAJILHOTO BSHIMdanuTa.
B nocnenytomem Hadbmoaanack B 'Kb Ne 5, mpucty-
MBI MpoaoJDKach. Kaxkmple ol roga mpoxoauia
KypCHI JIeUeHHsI, TIOCTOSTHHO MPUHMMAala aHTUKOH-
BYJIbCaHTHI (OeH3oman, IMMUHUH, JIOMUHAI) U Op.,
0e3 nosioxuteabHoro adekra. B 9 ner nepeHecna
OCTPBIA TEeMATOTCHHBLII OCTEOMMENINT IIECHKHN JIe-
Boit 6eapeHHoit koctu. C 10 et (¢ 1993 roma) Ha-
omopaetcsa B XCMI'TI ¢ nmarHo30M: reHeTUYeCKUit
KOMIIayH/I B BHJE T€HETMYECKOTO BapuaHTa CUH-
apoma bepapnunemnu- Ceiina M HacJieACTBEHHOM
octeoauctpodun Ondpaiita. B 2012 romy npouuia
KOMILJIeKCHOEe o0ciieoBaHre, YCTAaHOBJIEH AUATrHO3:
SMMWJIENICUS] C 4YacTBIMM TeHepalM3UpOBAHHBIMU
MPUCTYIIaMKM JIMKBUPHOI THUIIEPTEH3UU, YMEpEeH-
HBIM TICMXOOpPraHWYECKMM CUHIpOMOM bepapmm-
Hem-Cela U HacJIeACTBEHHOW OCTeOaUCTpohun
Onopaiita. ACENTUYECKNIT HEKPO3 TOJIOBKHU JIEBOTO
Oenpa. JlucrutacTiyeckuii 1echOpMUPYIOIINIA KOKC-
aptpo3 III-IV cT.BbIpaxkeHHBII 00JIEBOII CHHIPOM,
rpyboe orpaHndyeHre (YHKINM HIDKHEN KOHEYHO-
ctu. Oxupenue I1 ct. Auddy3Hblil HeTOKCUYECKUA
300 | cT., HapyllleHUe TOJIEPAHTHOCTU K YIJIEBOAAM.
DyHKIMOHATPHOE HAapyIIeHWe MEHCTPYaJBHOTO
mvkiaa. [lociencTBusi opraHUYecKoe MOJIOXKEHUE
HHHC ¢ nukBOpHON TMIIEPTEH3UEN, SMUCUHIPOM.
Metabonuueckas kapauomuonatus, CH II ct. Co-
CTOWUT Ha AUCIAHCEPHOM YUYeTe Yy DHIOKPMHOJIOTA,
HeBpoJiora, opromnena. [TocTossHHO MpUHUMAET Kap-
0aMa3eOuH, XJIOPUCTBIN KanbLiuii, BuTamMmuH D3. Ha
(boHe mpurema NpUCTYIIBI TPOAOJIKAIOTCS, B ITOCTEI-
Hee BpeMsI IPUCTYIbI yYacTUINCh A0 3-4 pa3 3a HOUb

Anamue3 cusnu: TIpodaHO OT TepBoi Oepe-
MEHHOCTH, TpoTeKaBIilel 6e3 ocioxHeHuid. Poabl
B cpoke recrauuu 39—40 Hen. I1pu poxxaeHUA pocT
58 cMm, Bec 4000 . DTambl MCUXOMOTOPHOTO Pa3BU-
THSI COOTBETCTBEHHO BO3PACTY.

Pooocnosnas, ceedenus o cocmosmuu 300posbs
podumeneil: y MaTepu JBa IepejioMa BEPXHUX KO-
HEYHOCTEM, y 0a0yIIKY 1 JeAYIIKHU 110 IMHUU MaTe-
pH MepeaoMbl KOHEYHOCTEA.
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B ¢genomune obpaiaer BHUMaHUE W30BITOK
TMOJKOXHOU KJIETYATKU, CMYTJIBIA HBET KOXHBIX
TMOKPOBOB, KPYIJIOE JYHOOOPA3HOE JUI0, HU3KAS
HOCOBas IeperopoaKa, BhICTYIAIOIMKA 1006, oTcTa-
BaHUE B POCTE, KOPOTKOE TYJOBUIIE, YKOPOUCHUE
MeTaTap3abHbIX, METAKAPMAIBHBIX U (DaTaHTOBBIX
KOCTeli, BajbrycHas aedopMalus HUKHUX KOHed-
HocTeit, nedpopMmanus 3y0oB, KaJbLIM(UKATHI B MO/~
KOXHBIX TKAHSIX, CYIOpPOIr'H, TUIIEPKUHE3BI, KOPOT-
KMe IIUPOKKE HOITHU.

Pe3ynbTaTbl NpoBeAEHHbIX UCCIEA0BAHMIA

B MoJtexyasipHOM aHaJIu3e BBISBACH MOJIUMOP-
(¢u3m B reHe aHruoreHsuHa Il B reTepo3UroTHOM
COCTOSTHUM, TTOJTUMOPGU3MEI B TeHaX CUCTEMbI (PO-
JIATHOTO LIMKJIa M TeHaX CUCTEMbI CBEPThIBAHUSI KPO-
BU HE OOHApYXKEHBbI.

KanpmuronuH kposu — 10,3 rir/mMc B IIpeaenax
HOpPMBbI; 3JekTpoauToB kposu: pH-7,4 Ex; Ca —
1,3 mmonb/m; Na-137,3 mmonb/n; K-3,93 MMonb/a
B mpeaeaax HOPMBIL.

B 6uoxuMuyeckoMm aHajiM3e KPOBU OTMEYaAeTCs
MOBBILIEHUE X0JecTeprHa — 6.6 MMOJIb/J1, TPULIM-
LIEpUIOB 10 1.68 MMOJIB/1T; OCTaJIbHBIE ITOKA3aTEe N —
B Mpeaeiax HOPMBL.

VY31 BHYTpEHHUMX OPraHoOB: II€pPUBACKYJISIP-
Hasg uHwiabTpauusd B nedyeHu. [Ipusznaku JI2KBIT,
naHkpearonatus. Iloyku: HeNmoJHoe YABOEHME
MOYEYHBIX CUHYCOB, METa0OJIMYECKUE W3MEHEHUS
(BKJIIOYEHME OT 3,2 MM.), YMEPEHHbII YpocTas cjieBa
(moxanka 25x14 mMM., yameuyku 9 mMm.); Hannoueu-
HYKU HE YBEJUYECHBI.

BriBoabl

ITpoaHanu3upoBaB JaHHbIE XKAJIOObI, aHAMHE3,
0co0eHHOCTU(DEHOTHUIIA, JAHHBIE COMATUIECKOTO, 10~
MMOJTHUTEJIEHBIX METOIOB MCCIICAOBAHNS YCTAHOBJICH
nuarHo3: Accoumanus cuHapoma bepapmunenmm —
Ceifina ¥ HacliencTBeHHOI octeoguctpodun Or-
Opaiira.

[IpuBemeHHOe HaOMIOAEHWE IEMOHCTPUPYET
¢eHOMEH curmponuyu — co4eTaHue y OIHOro 00Jb-
HOTO HECKOJILKUX 3a00JIeBaHUIA.




