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Bbonesunr Onbpaiita (BO, HaciencTBeHHAs! OCTEOIM-
cTpodus, MCeBIOTUIIONApAaTUPEO3) — pPeIKoe Hacye.-
CTBEHHOE IMOJUCUCTEMHOE 3aboyieBaHUE, XapaKTepu3y-
joleecsl HEBOCITPUUMYMBOCTBIO KJIETOK-MUIIIEHe! K Ta-
patropMmoHny [1, 2, 5]. Ero uctuHHas yacToTa HEeM3BECTHA,
oHaKo cuuTaercs, yTo bO oTHocuUTCs K yuciay opdaH-
HBIX 00JIe3HEeU, TaK KaK B MUPOBOI JuTepaType K KOHILY
XX Beka ObUIO OIMKMCcaHO ToJbKO 0Koj10 300 ciyvaes [2, 3].
[To Mmexanusmy pasputust bO HamoMuHaeT ruronapaTu-
peo3, B OCHOBE KOTOPOTO JIEXKUT MEePBUYHBIN NeDULIUT
napaTupeorTHOrO TOPMOHA, OOYCIOBIIEHHBIN CHUXEHUEM
(YHKIIMOHAIBHON aKTUBHOCTU MapalliMTOBUIHBIX XeJie3.
IMpu BO, HanPOTUB, KIMHUYECKHUE MPOSIBJICHUST BbI3bIBa-
J0TCS HapylIeHUeM YyBCTBUTEJIbHOCTH TKaHe-MUIIIeHel
K IEeWCTBUIO MapaTTOPMOHA TPU €r0 JOCTATOYHOM YPOB-
He cekpeuuu. BriepBbie aTa natojorusi onucana B 1942 .
®. Onopaiitom (F. Albright) 1 B mocieayolieM Moayduia
SMOHUMUYECKUI TepMuH [8]. 3a0osieBaHE OOBIYHO MPO-
SIBJIIETCS y AeTeil v moapocTkos [1, 3].

Otuonorusi bO HeusBecTHa, XOTSl CUMTAETCSI, UTO
3TO FeHeTUYECKU reTeporeHHoe 3abosieBaHue. OIHAKO TaH-
HbIE O TUIIE €e HACJIeICTBEHHON Iepeaavyu B JIUTepaType
npotuBopeunskl. [Ipy BO onuceiBatoTcst X-ClLETICHHBIN,
ayTOCOMHO-JOMWHAHTHBII U ayTOCOMHO-PEIECCUBHBII
tunsl [1, 2, 7, 11]. B OonblIMHCTBE ciyyaeB pa3BUTHUE

BO cBsi3aHO ¢ MyTallMSIMKM B PACITOJIOKEHHOM Ha XpOMO-
come 20 nokyce 20q13 rena GNAS1. Hanbomnee yacto Ha-
OJtofaeTcss MHTEPCTUIIMAIbHAS Aeelrsl JIMHHOTO Tuieda
BTOPOII XpOMOCOMEI B J1oKyce 2q37 [10]. M3yueHue pomo-
CJIOBHBIX ITOKA3bIBAET, UTO YMCIO XKeHIIUH ¢ bO B 2 paza
MPEBBIIIAET KOJUYECTBO MYXKUMH, TaK KakK YCTAHOBJIEHO,
yto BO He mepenaeTcst OT OTLA K CHIHOBBSIM [8]. B ocHO-
Be matoreHe3za bO JeXUT reHeTUYecKu O0YCJIOBAEHHAs
PE3UCTEeHTHOCTh MOYEK M KOCTEH K JIeCTBUIO TTapaTrop-
MOHa B pe3yibrate nedekTa KOMIIeKca «CreiuuiecKuii
LIMTOPELIETITOP — TapaTrOpMOH — aJeHWIaTUMKIa3a»,
YTO HapyIaeT Mpolecc 00pa30BaHUs B TTOYKaAX IMKINIe-
ckoro 3’°,5’-AM®, gBisronierocss BHyTPUKJIETOYHBIM T10-
CPEIHUKOM JEMCTBUS IMapaTropMOHa Ha MeTabOJIMIeCKHE
mmpoueccsl [7].

B 3aBruCHMMOCTI OT OMOXMMMYECKOTO YPOBHSI IOpaXKe-
HUS BBIIESIOT HeCKObKO ThmoB BO [2, 3, 6].

1-ii A Tun: nedekTeH caM LIMTOPELENTOP, CBA3BIBAIO-
1IMii mapaTropMoH. MiMeeT ayToCOMHO-TOMUHAHTHBIN TUTT
HacnenoBaHusi. [Ipyu JaHHOM TuUIle HEpeaKO HadIoaaeTCs
OJIHOBPEMEHHOE BOBJICUEHUE MHOTUX 3HIOKPUHHBIX XKe-
Jie3: UTOBUIHON U MOKeTyI0YHOM Keye3, TOHA/.

1-it B Tun: ormeuaercs nedeKT HyKIEOTHUACBA3bIBA-
Iolero 6esKa, JJOKaJIM30BaHHOTO B JIMITUIHOM CJI0€ KJle-
TOYHOU MeMOPaHbI, KOTOPBIX (hYHKIIMOHATEHO CBSI3bIBAET
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pelenTop ¢ aaeHwIaTuuKIa3oi. Takke uMeeT ayTocoM-
HO-IOMWHAHTHBIM TUN HAcJedOBaHMS, OJHAKO HE MC-
KJTIOYEH CLEIUIEHHBIN ¢ X-XpoMocomoii TuIl. B otanuue ot
1-ro A Tna Juisi JaHHOTO TUIIa HeXapaKTepHO MopaXeHue
SHIIOKPUHHBIX XKeJe3.

2-ii THIT 0OyCITOBIIEH (hepMEHTATUBHOM HEIOCTATOYHO-
CThIO a/IeHUIATIMKIIa3bl. [1apaTropMOH TIpU 3TOM CBSI3bI-
BaeTCs C pelieNTOPaMU U BbI3bIBAET HOPMAJIbHYIO OTBETHYIO
peaKklIMIo KJIETOK Ha TapaTTOPMOH B BUJIE YBEJIUUEHMS 9KC-
KpeLMH LIMKJINYEeCKOro aneHo3nHMoHodocdara (MAMD).
OnHAaKO BHYTPUKJIETOUHASI HEYYBCTBUTEJIBHOCTh K HAM D
He MO3BOJISIET B ITOJIHOM MEpe pealn30BaThCs JEUCTBUIO TTa-
patropMoHa. OTinYMe NaHHOTO TUIA OT OCTATBHBIX (hopM
BO 3akiiouaeTcst B TOM, UTO COXPaHSIETCsl HOpMaJlbHasl pe-
aKIMs MOYeK Ha 9K30T€HHOE BBENEHUE MapaTUuPeoUJHOTO
TOPMOHA B BUJE YBETMIEHUS IKCKpenn TAM®D ¢ Movoii.

Hexotopsie aBTopsl [6, 10] Beimensitor BO, koTopas xa-
pakTepu3yeTcst OTCYTCTBUEM TUITOKATbIIMEMUM, TUTIEPdOC-
daTeMuu, Cynopor U OCTeOMaSIIIUN, U OTHOCAT ee K 1-My
C tumny. OnHaKO BEpOSITHO, YTO 3TOT BAPUAHT SIBJISIETCSI O/~
HUM U3 KJIMHUYEeCKUX (peHOTUIoB 1-ro A tuma [11].

Knunnyeckas kaptuHa BO ornnyaeTcss MyJabTHUCHU-
CTEMHBIM U MYJIBTUOPTAaHHBIM MTOPaXKEHUEM, TPU KOTOPOM
COMAaTUYECKUE CUMIITOMbI KOMOMHUPYIOTCS C TPU3HAKAMU
nopaxeHust HepBHOM cucTeMbl [1—3]. ¥V mainueHTOoB OT-
MeUaloTCsl TUCITPONOPIIMOHATBHOCTh (PU3UUYECKOTO pa3-
BUTHUSI, HU3KUI POCT (0 KapJUKOBOCTH) 3a CYET YKOPO-
YeHUs] HUXKHUX KOHEUYHOCTel, pe3koe ykopoueHue I, 111
1 V NMSICTHBIX Y TUTIOCHEBBIX KocTeit (ocobenHo 11 u V),
«1yHooOpazHoe» Lo [10]. Beaeacteue HapyuieHuit Mu-
HepaJbHOTO oOMeHa MHOT/Aa HabJIoAATCs IK30CTO3bI
U ansasus 3y00B; KOMIIEHCATOpHAas TUIepIuia3us napa-
IIMTOBUIHBIX Xejie3 (HaluyMe B HUX aleHOM He Xapak-
TEPHO); KajabliMpUKALIUSI MITKUX TKaHEU, MOJKOXHbIE
KaJbUM(UKATBI; MOXET OTMEUYAThCsl OCTEOTIOPO3; Mopaxe-
HUe 11a3 (JICHTUKYJISIpHAs KaTapakTa); KaJIbLIMHATHI B MO/~
KOXHOM KJIETYATKE C TEHACHIIMEN K UX U3BS3BICHUIO, YTO
UMUTHUPYET OCCUDULMPYIOLINI MUO3UT. B yacTu ciyuaeB
npu bO HaGmonaeTCsl OIHOBPEMEHHOE BOBJIEUEHUE IH0-
KPUHHBIX XKeJIe3, UTO MPOSIBISIETCS TUTTOTUPEO30M, TUIIO-
TOHAJAU3MOM, caXxapHbIM 11abeTOM, YCyryOJsieT TeueHue
BO u npupaet ero KIMHUYECKUM TTPOSIBJIEHUSIM BbIPaXKEeH-
HbIi monmumopdusm [1, 6].

HeBponoruueckue mposiBIeHUs CYUUTAIOTCS BEIYILIN-
mu HapymeHusmu npu bO, Tak Kkak o0ycI0OBI€HBI CUM-
METPUYHOM MHTpalepeOpaJbHOI KalblIU(MUKALIME KOPBI
noJyiapuii, 6a3aabHbIX TAHIJIMEB U 3yOUaThIX SI€p MO3-
JKEUYKa B CBSI3U C OTJIOXEHUEM COJIEH KalbLMsl U XKeje3a
B CTEHKaxX MEJIKUX apTepuil U apTepuoJl, a TaKKe B Belle-
CTBE TOJIOBHOTO Mo3ra [1, 2, 4]. BbiieastoT HECKOJIBKO Be-
IYIIMX KIMHUYECKUX CUHIPOMOB, KOTOpPbIE Y MallMeHTOB
¢ bO BcTpevatoTcst B pa3MuHbIX KOMOMHAIIMSIX U Pa3HOM
CTerneHu BhIpakeHHOCTU. K HUM OTHOCST: 1) MTOAKOPKOBYIO
NEMEHIINI0; 2) JToKaJbHbIe CyTOPOTY U/WIU TeTAaHUYECKUE
cra3Mmbl; 3) AKCTpanmMpaMUIHbIe HAPYIICHWSI: TUTIEPKUHE-
3bl (XOpesi, TpeMOop, TUCTOHUS, aTeTo3, opodaliuaibHast
OUCKUHE3MsI) WIN MTapKUHCOHU3M; 4) MO3KEUKOBbIE CUM-
MTOMBI; 5) HapylleHue peun; 6) Mpexomsiue Wi CTOM-
KWe MUPaMUAHbIE 3HAKW; 7) SMUIENITUYECKNE TTPUCTYIIbI;

8) 60J1b B AUCTAJBLHBIX OTAEIaX KOHEUHOCTEH; 9) MosoxXu-
TeJbHbIe CUMNITOMBI XBocTeka u Tpycco [1, 2, 5, 11, 12].

K oCHOBHBIM fuarHocTuyeckumM Kputepusim bO oTHO-
car 3,4, 6, 11]:

— HU3KUK pOCT;

— KpYIJI0€ JI11IO;

— 3a/IepKKy HEPBHO-TICUXUYECKOTO Pa3BUTHSI;

— CKeJIETHbIe aHOMAJINH;

— HU3KOE cofiepKaHue KalbIUs B CHIBOPOTKE KPOBH;

— BBICOKMI YpOBEHb MapaTUPEOUTHOTO TOPMOHA
B KPOBU;

— CHIXEHUE 9KCKpelru ¢ Mouoii pochaToB 1 HTAMD.

HuarHoctuka bO noMumo xapakTepHOi KIMHUYECKOM
KapTUHBI OCHOBBIBAETCS Ha JJaOOpaTOPHBIX JaHHBIX. Jlud-
(bepeHUIMaTbHO-IMATHOCTUYECKUM TECTOM MOXKET ObITh
XapakTep no4yeuHoi skckpen tAM® B oTBeT Ha BBejIe-
HMe TTapaTrOpMOHa: TTOBBIIIeHHas aKckpenust TAM® or-
MeuaeTcs IpU TUTIE 2 U ee OTCyTCTBUEe — Tipu trIte 1 [7, 10].
Jnarno3 bO nonrBep:koaeTcss oOHapyKeHHUEM CHIZKEHHO-
TO YPOBHS I'YaHUHHYKJIEOTHICBsI3bIBatoIiero 6enka (Gs-
0e10K) B KpoBU (B cpemHeM B 1,5—2 pa3a) 1o cpaBHEHUIO
¢ HopMoit [7, 9]. [unokanpuremMus, Kak MpaBujo, coueTa-
eTcs ¢ runepgocdaremueit u runogocharypueit. YpoBeHb
rapaTropMoHa MOBbIILIEH, OfHaKo Npu 1C-Turme ero ypo-
BEeHb MOXET ObITh B HOpMe [2, 6]. [Ipu peHTreHOIOrHYE-
CKOM HCCJIeIOBAHUN KOCTHOI CUCTEMbI Y YaCTH TTAallUeHTOB
¢ bO oGHapyxuBaeTcst yKOpOUeHUE MSICTHBIX 1 ILTIOCHEBBIX
KOCTei1, HEpeIKO — TeHepan30BaHHas IeMUHEepaIu3aus
(ocTeornopos), 3HaUUTeTbHOE YTOJIIIEHUE KOCTEl CBOJA Ye-
pena [1-3].

Juddepenunanpbaas muarHoctuka BO mpoBoout-
Cs ¢ UICTUHHBIM TUIIONAapaTHPEO30M; CUHIpOMaMu Aap-
ckora, bapae — bumis; 6onesnbio Papa; lannepBopae-
Ha — Inarua; IlepemeBckoro — TepHepa; Buibcona —
Konosanosa; Ientunrrona; baccena — KopHiiBeiira;
napasuTapHbIM MOpaXKeHWeM HEPBHOU cUCTeMbl (TOKCO-
M1a3M03, 9XMHOKOKKO3, IUCTULIEPKO3); TYOEPO3HBIM CKJIe-
po3om BypHesuis [2, 5].

Jleuenue BO 3akiouaeTcsi B Ha3HaYEHUH MperiapaToB
KaJIbLIMsl B 103aX, JOCTATOUYHBIX JUISI TIOAEPKaHUsI HOP-
MaJIbHOW KOHIIEHTpalMK Kajablusl B KpoBu [2, 3]. bomib-
11oe 3HaueHre UMeeT Teparnus ButaMuHoMm D. HauanbpHyto
no3y paccuntbiBaioT u3 2000 ME/Kr Macchl Tela B CYyTKH,
Ho He 6osee 100 000 ME B cytku. Bo n3zbexanue nepeao-
3UPOBKU IIperapaToB BUTamMuHa D HeoOXxoaum KOHTPOJIb
3a KOHLIEHTpallMell KalbliMs B KPOBU Kaxiable 3—7 qHei
B TeUEHHUE TIEPBBIX ABYX HEIEb JIEUSHUST U KaKAbINA MeCsI1]
B TeueHue nocienyomux 2—3 Mecsuen. [1o noctuxkeHuu
CTaOMJIbHOM KOHLIEHTPALIMU KaJIbLIMsI B KPOBU IOCTATOUHO
npoBepsTh ee 1 pa3 B 2—3 mecsiua [2]. MoXHO MPUMEHSITh
KaJbIIUTPUH, AUTUAPOTAXUCTEPOJ, OKCUJEBUT, a TAKXKe
Jpyrye npernaparbl akTUBHBIX (popM BUTaMuHa D. Bax-
HOe 3HaYeHWe MIPUIAIOT JUeTe C orpaHndeHreM dhocdopa,
YTO IMTOMOTAET HOPMAJIN30BaTh KOHIIEHTPAIINIO KaTbIHS
B KPOBU U YCTPAHUTb CUMITOMBI BTOPUYHOTO THUTIEPTIa-
patupeo3sa [1, 12]. [Ip1 HEeAOCTATOUHOCTU OPYTUX XKeje3
BHYTPEHHEU CeKpelnu MPOBOISAT 3aMEeCTUTEJbHYIO KOp-
PEKIIMIO COOTBETCTBYIOIIMMU TopMoHamu. [1pu HeBpoio-
TMYECKUX HapYIIEHUSX UCIOJIb3YIOT CUMIITOMATUYECKYIO
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Teparuio: MPOTUBOCYIOPOXKHbIE TTpenapaThbl; aHTUOKCH-
JNAHTbl, MO3TOBbIE META0OJUTHI; TIpernapaThl JeBOAOII;
KJIoHa3emam |3, 11].

[1porno3 npu BO TouHO He onpesesieH, OHAKO MOXHO
MPEAIOJIOXKUTh, YTO CBOEBPEMEHHAsI IMarHOCTUKA U pall-
OHaJIbHAsT Teparust 3TOM MaTOJOTUN TTO3BOJISTIOT TOBOPUTH
0 TOJIOKUTEIBHBIX TTPOTHO3aX Ha KU3Hb U BOBMOXKHOCTH
KOHTPOJIS 3a TeUeHreM 3aboeBanus [1—3].

Panee (B 2005 romy) MbI yXe MPUBOAUIN CEMEUHBIN
ciayvaii nuarHoctuku bO [1], ogHako MCKIIIOYUTEIbHAs
PENKOCThb OMMCAHUS CIIOPAINIECKHUX CIyyaeB 3TOi MaTo-
JIOTUU B PYCCKOSI3BIYHOM JIUTEpAType MoOyauIa Hac Mpu-
BECTH ellle OTHO COOCTBEHHOE KIMHUYEeCKOe HabIoeHue,
MPU 3TOM COMPOBOIUB €ro aHAJIM30M COBPEMEHHOI JIUTe-
paTyphl.

TMaument I, 36 J1eT, X0JIOCT, HA MOMEHT OOpaIlleHUS He
paboTaet, MHBaJIM L 3-i1 TpyIIibl, 00pa3oBaHUE CpeIHEE CIie-
anbHoe. 2Kajxo6bl TIpU TMOCTYIUIEHUY Ha HACUJIbLCTBEH-
HbIe IBMKEHUS B JIEBBIX KOHEYHOCTSIX, OOJIbIIE B PyKe;
OHEMEHUe B JIEBOI pyKe, HapylIeHWe Pevu; TIIOX0i COH.
Cunraet ce6s1 00JbHBIM ¢ MoHS 2001 T., KOoTna MosiBUIMCh
MepUoINIECKNe TOHMUECKNE COKPAIIIEHUST MBI TTPaBoOit
MOJOBUHBI JIMIIA C MPUCOSIMHEHNEM HACHUJIbCTBEHHBIX
BBIYYPHBIX IBMXKEHUI B MPaBbIX KOHEYHOCTSIX MPOIOJIKH-
TenbHOCThIO 10—15 cekyHI 5—6 pa3 B CyTKH, BO3HUKAIOIIIHE
rocJjie mpoBolMpyoliero gakropa (repemMeHa MoJoXKeHUs
Tesa, usnyecKkast Harpy3ka, BHe3aItHOe peueBoe oopaiiie-
HHe K manueHTy). 26.11.2001 r. 66U rocIUTaTU3UPOBAH
B OJTHO M3 HEBPOJIOTMUECKUX OTIEJIeHUI B I. MUHCKe, Te
MpOBeieHa KOMITbIOTepHast TOMOTpad st TOJJOBHOTO MO3Ta
M Ha OCHOBAHUM 3aKJIIOUEHUS CIIeIMaIncTa 10 Jy9IeBOit
JMMArHOCTHKE YCTaHOBJIEH MUarHo3 «bojesnb Papar. [Mpu
BBINKMCKE ObUTa peKOMEHIOBaHa IMOCTOSTHHAST TIPOTUBOCY-
JIOopoXHas Tepanus KapoamasernuHoM. K 2006 T. Ha ¢oHe
peryJisipHOTO TpreMa TaHHOTO Mpernapara JBUraTeJbHble
MapoKCU3Mbl PETPECCUPOBAIN, OJHAKO MOSIBUJINCH U Hava-
JIV YCUJTMBATLCSI KOTHUTUBHbIE HApylIeHUs. 3a MocaeaHue
HECKOJIBbKO JIET MOSIBUIMCH HACUJIBCTBEHHBIC TBUKEHUS
B JIEBBIX KOHEYHOCTSIX, HapacTajla BBIPaXKeHHOCTb KOTHU-
TUBHBIX HAPYIIEHW, TPUCOSINHIIOCH HapyIIeHUE PEeYn.
B Teuenue Bcero nepuosa 3a0osieBaHUS TTALIMEHT HEOTHO-
KPaTHO MTPOXOIWII JIeYeHHE B PA3TUIHBIX HEBPOJIOTUIECKUX
oTneNieHusAX I. MUHCKa ¢ nuarHo3om «6ose3nb Mapa».
AHaMHe3 X13HU: OTMeYaeTCs TaToJOTHs TTePUHATAIEHOTO
Teproa; OCIOXKHEHHBIE POMIbI Y MaTePHU, Y HOBOPOXKIEH-
HOTO BBISIBJIEH BPOXKAEHHBIN MOPOK cepiiia (HeIocTaTou-
HOCTb MUTpajbHOro KjaamaHa). OTMeuasucs JIOTOHEBPO3
C JIeTCTBa, Hayaj roOBOPUTh TOJBKO C 4 JjieT. CeMeitHO-Ha-
CJIeICTBEHHbII aHAMHE3 JOCTOBEPHO HE OTSATOLIEH, OTHAKO
MaTh TakKe MMeeT HU3KUI POCT M MHOXECTBEHHbBIE CTHUT-
MbI CTpOeHUs cKeyieta. B 1996 1. oneprpoBaH 110 MOBOLY
BpoxneHHoro kKocornazus. C 2003 mo 2006 1. mpoxoaui
JledeHne y oTaaIbMOJIOTOB C AMarHo3aMu: HEMPOPETUHUT
OS, kepatonatusi OS, aptudakusi, He3penasi, OCJIOXKHEH-
Hag KarapakTta OD; onepuposanu katapakry OS (2005 1.).

IIpu 0OBEKTUBHOM OCMOTpE: 00IIee COCTOSIHAE YI0B-
JIETBOPUTEIHHOE, BBITJISIAUT MOJIOXKE CBOMX JIET, TEJIOCI0-
J)K€HUEe HOPMOCTEHMYECKOe, aJMMEHTApHOe OXUpEHMUE.
KocTHo-MblIlIeyHass cucteMa: HU3KUIl pOCT, paBHOBEIU-

Kasl JUIMHA TMajbleB CTOIM, pa3Mep uyeperna Hermpornopiu-
OHAJIEH CKeJIeTY, KOPOTKHE IIMPOKUe (DaJaHT! TaliblIeB.
AJl 120/80 MM pPT.CT., TpaHULIbI cCep/ilia HE paCIIMPEHBI,
TOHBI CEp/ILIa SICHbIE, pPUTMUYHbIE; TbIXaHWE BE3UKYJISIPHOE.
SI3BIK BIAXXHBIN, He 00J0XKEH, XKMBOT MATKHIA, 0e3001e3-
HEHHBII, TeYeHb He YBeIMUeHa, MOUeUCITyCKaHue, CTyT —
6e3 ocobeHHocTel, cuMIiToM [TacTepHalIKOro OTpUIIATEIb-
Heili. HeBpoiornueckuii cratyc: B CO3HaHUM, S1OpUIEH,
CHIDKEHA TaMsTh, 0clIabieHO BHUMaHuUe, 2JIEMEHThI Opa-
nudpeHuu. [a3zoaBuraTeIbHBIX HapylIeHW, HUCTarma
HeT. JIuo cuMMeTpUYHO. A3bIK 1Mo cpenHel JuHuu. Peub
YMEPEHHO AM3apTpuyHa, JO0CTyMHa MoHUMaHUu. O6beM
AKTUBHBIX U TTACCUBHBIX JIBUKEHUI B KOHEUHOCTSIX COXpa-
HeH. HecKoJIbKO MOBBIIIEH TOHYC B JIEBBIX KOHEYHOCTSIX,
10 9KCTparupaMUIHOMY TUITy — OoJibliiie B pyKe. [lyookue
pediekchl paBHOMEpHO oxXuBlieHbI, D = S. CuioBbIX Ia-
pe30B He BBISIBIEHO. [10YTH MOCTOSIHHBINM CpeHeaMILI -
TYIHBIM HEPUTMHUUYHBIN XOPEeOaTeTOUIHBIM TUIEPKUHE3
B JIEBBIX KOHEUHOCTSIX, OOJIbIIIE BBIpaXKEeH B pyKe. B 1mose
PombGepra ycroituns. KoopauHaTopHBIE ITIPOOKI BHIIOJIHSIET
VIOBIETBOPUTENBbHO. Heltporcuxonoruiyeckoe TeCTupoBa-
Hue: MMSE — 26 6amnos, FAB — 8 6amioB (xapaKTepHbI
JUTST yYMEPEHHOTO TTOAKOPKOBOTO TUIa KOTHUTUBHOTO CHU-
JKEHUST).

JlabopamopHbie uccaedosanus. OOIIEKIMHUYECKHE aHA-
JI3bI KPOBU Y MOUM — 6e3 ocobeHHocTel. Buoxumuyeckuit
aHajau3 KpoBU: Kajibluii — 1,32 mmoiab/n (Hopma 2,2—
2,65 MMoab/n); dpochop — 2,03 mmonb/n (Hopma 0,81—
1,45 mmonb/n). TopMoHalbHOE HCCEeIOBAaHUE KPOBU:
AT-TITIO — 63,06 MME/Mn (Hopma 0—34 MME/mi),
T.cB. — 2,96 nM/n (mopma 3,9—6,0 nm/n), T,cB. —
8,89 nmM/nm (Hopma 12—22 mM/1), OCTEOKAIbIIUH —
43,55 nr/mn (Hopma 24—70 mm/i), mapaTrOpMOH —
348,3 nir/mn (Hopma 15—65 nm/im), TCT — 5,78 MME /M
(nopma 0,5—4,67 MME /M), KaablLiii MOHU3UPOBAHHBII —
0,32 mmoub/a (Hopma 1,0—1,2 MMOJIb/1T). DT pe3yIbTaThbl
yKa3blBau Ha TUMTOMYHKIIMIO IIUTOBUIHOM XKee3bl C ay-
TOMMMYHHBIM KoMITOHeHTOM. ConepxaHue nmapaTropmo-
Ha B HECKOJILKO pa3 MPEBbIIIATI0 HOPMY. YPOBEHDb KaJIbLIUS
B KpoBU (0OIIMIT 1 MOHU3UPOBAHHBIN) ObUT HUXE HOP-
MaJIbHBIX BEJIMYMH, a (pochopa — HAMpPOTUB, MOBBIIICH.
JlaHHbI qucOaiaHC SIBJISIETCS TaTOTHOMOHWYHBIM Uit BO.

Hncempymenmanwvroie uccredosanus. CumHTUrpadus
MapaniMTOBUIHBIX XKeJle3: TaHHBIX B TOJIb3Y TUTTepdYHK-
LIMOHAJILHOM TOPMOHATBHO aKTUBHOM aJeHOMBI Iapaliu-
TOBUIHBIX XeJie3 He BbIsABIeHO. OCTeOneHCUTOMETPHUS
MOSICHUYHOTO OT/Ie/Ia TTO3BOHOYHHMKA U IIeeK OeApeHHbIX
KOCTe: He3HaUMTe/IbHAasl OCTEOIeHHUs IIeHKU OeaIpeHHOM
KocTu cieBa. Y3U muToBUaAHOM Xene3bl: nuddysHas ru-
nepruiasusi. PeHTreHorpadus KoJIeHHbIX CYCTaBOB: PEHT-
reH-TPU3HAaKU TOHApTpo3a 1—2-i1 CT., MHOXECTBEHHbIC
MeJIKME 0UaroBble TeHU (OOBI3BECTBICHMUSI), MECTAMM CJIMB-
HOTO XapakTepa, B MSITKMX TKaHSIX MapaapTUKyJ/sipHo. DO
yMepeHHbIe u3MeHeHusT DD TU3pUTMUIHOTO XapaKTepa
¢ MpU3HaAKaMU TUCOYHKIIUN CPETMHHO-CTBOJIOBBIX CTPYK-
Typ TrojioBHOTO Mo3ra (S > D), matomornuyeckux ¢popm
AKTUBHOCTH, O4aroBbix HapymeHuit HeT. KT rosoBHoro
MO3ra: JIMHEeHbIe YIacTKU OOBI3BECTBICHHSI B O0a3abHbIX
TaHTJMSIX; TSITHUCTBIE YIaCTKU OOBbI3BECTBICHUST O€I0T0
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PucyHok 1. KT ronosHoro mo3ra naumneHrta ., 36 ner,

c AnarHo3om «b6osie3Hb Onbpaiita»: oTMe4Yaercs 3Ha-

YyuTesibHOe yToJIiLjeHne KOCTeli cBoga Yyepena, nar-

HUCTbIE y4acTku 0ObI3BeCTBJIeHUs 6eJ10ro BeLlecTsa

B JIOOHbIX, TEMEHHbIX, 3aTbIJIOYHbIX U BUCOYHbIX AOJIIX
ros1IoBHOro Mo3ra

BeIIeCTBa B JJOOHBIX, TEMEHHbIX, 3aTbUIOYHBIX U BUCOY-
HBIX JOJISIX TOJIOBHOTO Mo3ra (puc. 1), 000uX MoJyapusx
MO3XeuKa 1 MPOeKIINHU CTBojA (pUC. 2), YTOIIIEHB KOCTU
cBoma ueperna (puc. 1).

Ocmompbl cneyuanucmos. YpoJior: 63 0CTpoii ypoIoru-
YEeCKOM MaToJIOTMH; SHAOKPUHOJIOT: PpEKOMEHI0BAHO UC-
cenoBaHMe KaJbLKs OOIIEero 1 MOHU3MPOBAHHOTO, YPOB-
H$ MapaTropMoHa; MCUXUaTp: KOTHUTUBHO-MHECTUYECKU
CHUXEH, SMOLIMOHAIbHAs JIAOUIBHOCTb B CTPYKTYpEe Op-
TaHUYECKOM MaTOJOTUM LIEHTPAJIbHOW HEPBHOU CHUCTEMBI;
JIoToTe/: IM3apTpusl.

YuutbiBasg xapakrep Kajno0, J1aHHbIe aHAMHEe3a, CO-
MATHYECKOro, HEBPOJOTHYECKOr0 CTATyCa, Pe3yabTaThbl
JIA00PATOPHBIX W MHCTPYMEHTAJbHBIX METOI0OB HCCJE-

PucyHok 2. KT ronoBHOro Mo3ra aToro xe nalueHra:

MATHUCTbIE y4acTku 06bI3BecTB/IeHUs 6esioro Bewye-

cTBa B 000MX NONyLLUAPUAX MO3XKEYKa U B NMPOeKLnn
cTBOMIA

JIOBaHMs, MAIMEHTY ObL1 YCTAHOBJIEH JMATHO3: 00JIe3Hb
OabpaiiTa ¢ yMEpEeHHbIM XOPEOATETOUIAHbIM THIEPKHU-
HEe30M MPeuMYIIECTBEHHO B JIeBO# pyKe, KOTHUTUBHbIMHU
HapyIIeHUSIMH MOAKOPKOBOIO THNA, NMCeBIOTUNONnapaTu-
peo3oM. [lamureHTy Ha3HaueHBl BUTAaMUH D, mpemnapathbl
KaJbIMsl, aKaTMHOJI MEMaHTHUH, TOITMpPaMart, CTporas Iu-
eta. [Ipn ocMoTpe B majbHe#IeM oTMeueHa HeKOTopas
MOJIOXKUTEbHAS TMHAMKWKA B OTHOILIEHUH BBIPAXKEHHOCTH
XOPeoaTeTOMIHOTO TUIepKrHe3a.

Mbl npoBonuu AuddepeHInaNTbHYI0 IMarHOCTUKY CO
BceMu 3a00JIeBaHUSMU, YIIOMSHYTBHIMU BBbIllI€, KOTOPBIE
MOTYT COIMPOBOXKIATHCS CXOKUMU KIMHUYECKUMU U PEHT-
TeHOJIOTMYeCKUMU JaHHBIMU. HanboblIylo CI0XHOCTh
BbI3BasIa nudepeHimaabHas TMarHocThuka ¢ 00JIe3HbIO
®dapa, 110 MOBOIY KOTOPOI TTAIIMEHT HAOTIONANICS B TEUCHME
JUTUTEIbHOTO BpeMeHU. B 1ab1. 1 npeacTaBieHbl OTIAYAS

Ta6nuuya 1. AnpepeHumnanbHas anarHocTuka 6osne3Hn dapa n Onbparita

BonesHb Onbpaiita

Bone3Hb Papa

Aunspadunyeckmne npusHakm

HacnepcTBeHHbIV XapakTep

+/—

MapaTropmoH

Bbicokuin

Hopma nnun cHuxeH

ConyTcTBylOWas Pe3UCTEHTHOCTb
K APYrMM ropMoHam

[TonoBble rOPMOHbI, FtokaroH, AL

AyTOMMMYyHHble 3a6oneBaHus

+/—

OI'IOpHO-ABI/IraTeanaH cucrtema

OcTeonopo3

MoxeT OblTb OCTEOCKIEPO3

HeBponornyeckune nposeneHus

Yavue rmnepkuHessbl

Yauie napKMHCOHM3M

KT ronoBHOro mosra

Ctpuonannnao3ybyatblii KanbunuHO3
+ rMnepocTos ceoja Yepena

CTpuonannuao3ydyaTbiil KanbLMHO3

Mpo6Ga c napaTropMoOHOM

OTpuuaTtensHa B 60bLLIMHCTBE
crnyyaes +
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MEXIY 3TUMHU 3a00J1€BaHUSIMU, AaHAJIU3 KOTOPbIX MTO3BOJIUI
HaM OCTaHOBUTbCS Ha auarHose bO.

N3 tabaunpl cienyeT, yTo B moyb3dy bO yka3sbiBa-
I qu3padudeckue Mpu3HakKM nalueHTa (HU3KUil pocT,
paBHOBeJIMKas JUIMHA TaJIbIIEB CTOIl, pa3Mep ueperna He-
MPOTOPIMOHAJIEH CKEJIETY, KOPOTKHE IIMPOKUe (hajaHTh
najblieB), YPOBEHb MapaTrOpMOHA, 3HAYUTEIbLHO Tpe-
BBILIAIOIIMN HOpMaJbHble TTOKa3aTeau; TUIOGYHKIUS
IIMTOBUIHON XeJe3bl C ayTOMMMYHHBIM KOMITOHEHTOM;
HavaJlbHbIE CTAIUU OCTEOTIOPO3a; NMPEeBAIMPOBAHNE B HE-
BPOJIOTUYECKOM CTaTyCce TUIIEPKUHETUYECKOTO CUHIIPOMA;
Ha KOMIIbIOTEPHOU ToMOTpadru roTOBHOTO MO3ra, IOMU-
MO CTPUONAJTUI03y0UaTOTO KaTbLIMHO3a, OTMEYaJICs TaK-
K€ TUIIePOCTO3 CBoJa yepena (ToJIIIMHA KOCTel yepena
B CpeIHEM Ha 2,5 MM MpeBbllIajia CPeIHNUE BEJIUYMHBI);
npoba ¢ mapaTropMOHOM He MpuBeJia K KaKUM-JT100 3Ha-
YUTEJIbHBIM U3MEHEHUSIM YPOBHS KaJIbIIUSI B CHIBOPOTKE
KpOBH.

WMHTepec K 1TaHHOMY KJIMHUYECKOMY CITydaro 00yciI0B-
JIEH UCKJTIOUUTEJIbHOM PeIKOCThIO 3a00J1eBaHMsI, CJIOXKHO-
CThIO TuddepeHInaTIbHON TMAarHOCTUKY 1 HOJIUMOpP(hU3-
MOM €ro KJIMHUYecKuX mposiieHuil. HecMotps Ha pac-
MPOCTPAHEHHOCTh IMOPAXXEHUS BElIeCTBA FOJJOBHOTO MO3ra
0 pe3yJibTaTaM HeUPOBU3YyaIU3alIMKU, B HEBPOJOTUYECKOM
craryce y malMeHTa OTCYTCTBOBAJIM MO3KEYKOBBIE U MH-
paMuaHbIe CUMIITOMBI. KIMHUYeCKUI TMarHo3 B Hallem
ciay4dae Tpedyet nonoaHutenabHoit JIHK-guarnoctukm st
ero OKOHYaTeJIbHOU Bepru(pUKAIIMY U OLIEHKU PUCKa MOSIB-
snenust BO y motomcTBa.

KondaukT uaTEpecoB. ABTOPHI 3asBISIOT 00 OTCYT-
CTBUU KaKOTO-TMOO KOH(MIUKTA MHTEPECOB MPU TTOATO-
TOBKE TaHHOW CTaTbMU.
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XBopo6a OAGpANTA: KAIHIYHUIA BUNOAOK | AHAAI3 AiTepaTypu

Pe3siome. IMonana niarnoctrka opdaHHOTrO pyXOBOTO po3namy —
CTIOPAaTUYHOTO BUITAAKY xBopoou Onbpaiita. HeBposoriuHi mo-
PYIIEHHS B MallieHTa BKJIIOYATU MTOMipHE KOTHITUBHE 3HVKEHHS
MiIKipPKOBOTO TUITY, XOPEOATETOIAHMIA TiMepKiHe3 B JIiBUX KiHLIiB-
Kax i JIerkuit ekcrparnipamigHuii cuHapoM. [iarHos miarseppke-
HU JJAOOPATOPHUMU JTaHUMU (BUCOKMM PiBHEM TapaTropMoHa,

V.V. Ponomariov, Yu.A. Karasev

HM3bKUM PiBHEM KaJIbLIil0), OCTEOAEHCUTOMETPIEIO (OCTEOTIeH s
MUKW CTEeTHOBOI KiCTKU 3J1iBa), peHTreHorpadier KOJTiHHUX
cyrino0iB (MHOXWHHI ApiOHi 3BalHiHHS 3JIMBHOTO XapaKTepy
B M’SIKMX TKAHMHAX MapaapTUKYJSPHO), XapaKTepPHUMU O3HaKa-
MU TPU MTPOBEIEHHI KOMIT I0TepHOi ToMorpadii roJOBHOTO MO3KY.
Kir040Bi cj10Ba: xsopo6a Onbpaiita; 1iarTHOCTUKA; JIIKyBaHHST

Belorussian Medical Academy of Postgraduate Education, Minsk, Belorus

Albright Disease: A Clinical Case and Literature Analysis

Abstract. The paper deals with the case of orphan motor disor-
ders — sporadic Albright osteodystrophy. Neurological signs in this
case include moderate subcortical mental retardation, choreoath-
etosis in left arm and mild extrapyramidal symptom.The correct
diagnosis was verified by specific laboratory (high parathyroid hor-

mone level, low concentrations of calcium) osteodensimetry indices
(femoral neck left-side osteopenia), knee radiograms (multiple little
confluent calcification in soft tissues para-articular) and CKT typi-
cal findings.

Keywords: sporadic Albright disease; diagnostic; therapy
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