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AnkanToHypua — pegkKoe HacneacTBeHHoe 3aboneBaHune, NPoABNAIOWEECA HapyLleHneM obMeHa roMOreHTU3MHOBOW KUCNOTbI, OT/IOXXEHNEM ee meTabonu-
TOB B TKaHAX 1 NOPaXKeHNeM pasHbIX OpraHoB 1 cucTeM. Y aToro 3aboneBaHVA UMELOTCA 06MraTHble NpUaHaku, noa3sonAtoLwme 6e30WnMboYHO NOCTaBUTb
AMarHo3, 04HaKO YacTo AMarHOCTMKa ankanToHypuKn okasbiBaeTcA no3aHei. MNpreoanm cobcTBeHHOe HabnogeHne 75-neTHero nauneHTa.
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Abstract

Alcaptonuria is a rare hereditary disease, which manifests itself in violation homogentisic acid metabolism, deposition of its metabolites in tissues and lesions of
various organs and systems. In this disease it is obligate symptoms, allowing error-free diagnosis, but often the diagnosis is late. Here is your own observation

of 75-year-old patient.
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A JIKaNTOHYpMA — PefKoe reHeTIYeckoe 3abojieBaHye C ayTo-
COMHO-PeLieCCHBHBIM TUIIOM Hac/efoBaHus. B pesynbrate
TeHHOJI MyTaluy B TKAQHsX HAKAIUINBAETCs] TOMOT€HTM3MHOBAs
kucnora (ITK). XapakTepHbIM IPV3HAKOM SIB/ISETCS IIOTEMHE-
HIe MOYY, 9TOT IIPM3HAK BBIAB/IAETCA CPa3y IOCIIE POXKIEHNUA
6o0npHOrO. IIpoune mposiBieHns 3a0601eBaHsI, TaKye KaK OT/IO-
JKEHIIE IINTMEHTA B COeHUTE/IbHON TKAHM, TEMHOE OKpAIlVBa-
Hue TKaHell (OXPOHO3) U OCTEOXOHAPOIATISL, TPUCOETNHAIOTCS
I103>Ke, KaK [IPaBI/IO, BO B3pOC/IOM Bo3pacre [1, 2].

Omnucanue u u3ydeHyne alKanTOHypUy 3aHNMAeT 0coboe Me-
CTO B ucropuu MeguumHsl: B 1908 r. Apunbanes l'appon Ha
mpuMepe 3TOTO 3a60IeBaHNSA IPOJLEMOHCTPUPOBATI TEOPUIO
«BPO>KIEHHBIX OUINOOK MeTabonuaMar». ITO ObUIO OXHO U3
IepBBIX 3a00/IeBaHNIT Ye/TOBEKA, /11 KOTOPOTOo 0OHAPYKEHO
peliecCUBHOe MeHJeNeBCKOe HaclefoBaHue. MyTauns perec-
CUBHOTO I'€Ha BbI3bIBA€T HEJOCTATOK TOMOTEHTU3aT-1,2- 110K~
cureHassl — pepMeHTa, yJaCTBYIOLIETO B pacIlell/IeHNM TUPO-
3JIHa, B pe3y/IbTaTe 4ero ¥ HPOMCXONUT HaTONMOTNYECKOe Ha-
komnenne I'TK. Bce Myranuu B rese gaHHOro ¢epMeHTa IpH-
BOJAAT K Pa3BUTHUIO OXPOHO3a [2].

B MMpe 4acToTa BCTpe4yaeMOCTH aIKalITOHYPUM BapbupyeT
u cocTtaBnser 1 cmydait Ha 250 TeIC. — 1 MH poxxpennmit. Hau-
601ee acto 3T0 3aboneBanme Bcrpevaercs B CrnoBaknuuy, [lo-
MuHUKaHCKoi Pecnybnuke, Vingun n Mopmanun. Camoe
6ombIoe Yucio 60nbHbIX — B CIOBaKUM, Ifje YaCTOTa aaKall-
TOHYPUM COCTaB/sAeT 1 ciydaii Ha 19 Thic. HaceneHus. AHanu3
ceMei II0Ka3asl, 4YTO, KaK IIPaBUIO, OOIbHBIE XUBYT B U30/IN-
POBaHHBIX JIepeBHSIX, T.e. BBICOKIIT YPOBEHb 3a60/1eBaeMOCTHI
CBsI3aH, B OCHOBHOM, C TaK Ha3bIBaeMbIM «3((HeKTOM OCHOBa-
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TelA» (IIOTepsA TeHeTUYeCKOl M3MEHYMBOCTU B pe3yibTaTe
usonsanun) [2, 3].

AJKanTOHYPUIO XapaKTepu3yeT OCHOBHasA Tpuajia IpU3Ha-
KOB: TOMOT€HTU3MHYPMs, OXPOHO3 1 OXPOHO3HAs OCTE0apTPO-
natud. CUMIITOMBI IPYCOEAMHAIOTCA C yBeIM4eHNeM BO3pac-
Ta [AIMeHTa, Hanbojlee PpAaHHUM [IPU3HAKOM SIB/ISIETCS 0OHa-
pyxenue I'TK B moue. [ToTeMHeHMe MOYM IPOMCXOAUT U3-3a
okucnenus ITK 1o 6eH30XMHOHYKCYCHOII KMCTTOTBI — MeJIaHU-
HOIIOZOOHOTrO MONMMMepa, KOTOPBIIT MeJI/IEHHO OKpAalIiBaeT
Mouy B TeMHbIN 1BeT [1]. OgHaKO TeMHasd MOYa U TeMHOe
OKpallMBaHMe IeJIEHOK BBIAB/AITCA UMb Yy 21% ManyuesToB
¢ aIKanToHypueii B Bospacre 1o 1 roga. Konnenrpaunsa I'TK B
wrasMe OOJIbHBIX KO/e6IeTcst B LIMPOKKX Ipefenax, ot 0,018
7o 0,165 MM (0,014-0,071 MxM y mrozelt, He CTpafaloMINX an-
KanToHypueit) [2]. Modya 60/IbHBIX C aIKaNITOHYpUel ObIBaeT
TEMHOJ Cpa3y UM OKPAIIMBAETCA B TEMHBIN LBET IIPU CTOA-
HUMY, 0COOEHHO YeTKO — IIpU 3allje/IadBaHnuy Mo4 [4].

Haxortenne 6eH30XMHOHYKCYCHOI KUCTOTBI IPUBOJUT K
OXPOHO3Y — CMHe-4YepHOMY OKPAIIVBAaHUIO COeAVHUTENIbHOM
TKaHu [1]. BosHuKaeT KOpu4HeBast MUTMEHTALUS CKIIEP MeX-
Iy poroBuIleil, BHEITHMM ¥ BHYTPEHHUM YyIJIaMM I71a3, OTJIO-
JKeHJe MUTMEeHTa MOXHO TAaK)Xe YBUJIeTb B KOHDBIOHKTUBE U
porosume. [TurmMenTanus He BausieT Ha 3perne. Habmogaercst
MUTMEeHTaluA Ha YIIHOM Xpsllle ¥ IPOTUBO3aBUTKE yXa — ro-
nyboro, CUHEro, Ceporo, BIUIOTb IO YEPHOTO IIBeTa, XPII
yromneH u gepopmuposaH. OObI3BeCTBIEHNE YIIHOTO XPsLa
MO>XHO BBISIBUTb Ha peHTreHorpamme. OxpamnBaercs (B ce-
po-rony60it, $p1oIeTOBbII, BIVIOTb JO YePHOTO 1IBETa) U KOXKa
B 00/1aCTAX KpeIUIeHUs CyXOXKM/INIL, MHOTAA OKpallMBaHNe
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MO>KHO BBIABUTb MeX/y OO/bLINM ¥ yKa3aTeTbHbIM MajIblla-
Mmu. [IUTMEHT TaKXe BBITENAETCA C YUIHON Cepoil ¥ MOTOM,
TeMHbIe Pa3sBO/BI MOXKHO 3aMETUTh Ha OJle)XK/e MAlMeHToB [2].

TperbuM XapaKTepHBIM IPU3HAKOM TPUAJbl A/IKANITOHYPUN
apysiercs apTput [1]. [TopaxkaroTcst OOpHbIe KPYIHbIE CYCTa-
BBI — KOJICHHBIE, Ta300€[[peHHbIe, a TaKXKe IledeBble. PasBuBa-
€TCsI CIIOH/VIOIATISI, JeTeHePaLyisi MEXXIIO3BOHKOBBIX IVICKOB
C IOCTIEAYIOLIelt KanbIUKALelt M CIVSTHUEM TeJl II03BOHKOB.
KapTuHa MOXeT HaITIOMUHATh aHKWIO3MPYIOLINI CIIOHAWIO-
aptpur. IlopakeHne MO3BOHOYHNKA OOBIYHO [IeOIOTUPYET C II0-
SICHUYHOTO OT/[e/Ia, II03)Ke CTPAfaloT LIeVHbLIT U TPYSHOI OT/e-
bl PeHTreHOrpadms KPymHBIX CyCTABOB IIOKA3bIBAET CYXKEHIE
CYCTaBHOII Iie/y, CyOXOH/palbHbIe KUCTHI ¥ GOPMUPOBaHIE
ocreo¢utos [1, 4]. Takxe pasBuBaercs sHTe30maTu (4, 5.

KpoMme ykasaHHOI Tpyafibl IPU3HAKOB /IS aIKAITOHYPUN
XapaKTepHbI OpaXKeHNe CepALa, popMupoBaHme KaMHell I10-
gek u mpoctaTsl [1]. OT/I0XeHNe MUTMEeHTa Ha CTeHKaX cep-
HDe4YHbIX K/IAallaHOB U KPOBEHOCHBIX COCY[IOB IPUBOAMUT K
A0pTAIbHOMY VM/IM MUTPaJIbHOMY CT€HO3Y, PeXXe — peryprura-
LUH, B IOCTERYIOIeM PasBMUBAETCSA KamblnuKanus Kiamna-
HoB. Yamie nopa)kaeTcs aOpTalbHBII KIalaH. B oTnndne ot
K/TallaHHBIX TOPOKOB JAPYTOJl STUOIOTUM Y HALVIEHTOB C ajl-
KalTOHypMeil, Kak IPaBuIo, HeT OOBIYHBIX (PaKTOPOB Cepried-
HO-COCY/[UCTOTO PICKa [4]. AOpPTaNbHBIN CTEHO3 MOXXET I10-
TpebOBaTh 3aMeHbI KIallaHa aopTHl (4, 6].

¥ 50% mauyueHTOB C alKaNTOHypuell cTapiue 64 €T Bbl-
ABJIEHbl KAMHM B IIO4YKaX. Takxke y 3TMX MAIL[MEHTOB 4acTO
($OpMUPYIOTCST KAMHU IIPOCTATHI (B OHOM 13 MCCIE[OBAHMIT
8 13 27 My>X4MH B Bo3pacre 31-60 j1eT ¢ anKanToHypuen ume-
M KaMHM ITPOCTAThI), YTO CIIOCOOCTBYET PelUANBUAPYIOIIUM
uHQeKUMAM 1 0OCTPYKLMM MOYEBBIBOJAIINX ITyTel [4, 7].

Mernkue cycTaBbl y 60IbHBIX C A/IKAITOHYPMEN IpaKTIye-
CKI He CTPafaioT. AJIKAITOHYPUsI He BBI3bIBaeT KOTHUTUBHBIX
HapyLIEHUI! y TOpa)KeHHbIX MallMEHTOB, B OOJIBIIHCTBE CITy-
JaeB 9TO 3a60/IeBaHIe He CIIOCOOCTBYET U COKpAILeHNIO IIPO-
IOJDKUATETbHOCTY JKU3HM 3a00/1eBImX [4].

Kak y»xe 6bL10 CKa3aHO, TIPeACTaBIeHHOCTb CUMIITOMOB aJI-
KaITOHYPUM HapacTaeT ¢ BO3pacToM mannenTa. OXpoHO3, Kak
[PaBMIO, HAYMHAET HPOSAB/ATHCSA Hocse 30 jieT, apTpuT — Ha
TpeTbell AeKajie >KM3HM. bob B HIDKHelT YacTu CIIMHBI B BO3-
pacre o 30 neT npucyTcTByeT y 49% IMallMeHTOB C a/lKalTo-
Hypueit, B Bo3pacte 1o 40 et — y 94% 6onbHbIX [4, 8]. ApTpO-
HaTys IPY @TKAOTOHYPUY, KaK IIPaBIIO, BOSHUKAET PaHbIlle
U IIPOTEKAeT TsDKe/lee Y MY>K4MH, 9eM y )KeHIH. B Bospacre
55 net 50% 60MbHBIX TpebyeTcs POTe3NPOBaHNE XOTS ObI Of-
Horo cycraBa [4, 8]. CTeHO3 aOpTaIbHOTO K/IallaHa I {UIaTa-
L1 A0PTHI Pa3sBUBAIOTCS, KaK IPABUIIO, Ha 6-7-M flecsaTuie-
TUSX KU3HU [4, 9]. B mercTBe 3a601€BaHMEe ACUMIITOMATUYIHO,
HO B psifie C/Ty4aeB [epBbIe MIPOsABJIEHNS MOIYT BOSHUKATb Ha
BTOpOII fekape >xu3Hu [10].

JlyarHoOCTMKA aNKalITOHYPUY OCHOBAaHA Ha OOHApY)XeHUM
BbicOKOrO cofepxanua ITK B moue. VMcnonbpsyercs mMerof
XpomarorpauuecKoil Macc-CrieKTpoMeTpun. 3a 1 feHb maru-
eHTBHI ¢ anKanToHypuei skckperupywor 1-8 r ITK, sgoposbie
cyOpexTs 3a 24 1 akckperupyior 20-30 mr I'TK [4]. Boissie-
Hie ITK B ModYe B coueTaHmu ¢ XapakTepHOI1 Tpuanoii (romo-
TeHTU3UHYPYsI, OXPOHO3, OCTEOAPTPONATI) fle/laeT AMAarHO3
aJIKaNITOHYPUM JOCTOBEPHBIM.

Crrenn¢nyeckoro nedeHnst 3TOr0 reHeTUIecKoro 3abosesa-
HUS B HACTOsIIlee BpeMs HeT. JledaT OCHOBHBIE ITPOSIB/ICHMS
3a0071eBaHMA: IPOBOJATCS MIPOTUBOOOIEBAs Tepanus 1 pusn-
YecKMe MeTOABl JIe4eHUsA TIIpU CIOHAMIOAPTPONATUM,
orpaHmyeHrne (GpU3UIECKOl HArPY3KM HA ITO3BOHOYHUK M
KPYIIHBIE CYCTaBbl, UCK/IIOYeHMEe PU3NIECKOTO TPY/Q, TsIKe-
JIBIX CHOPTUBHBIX HAarPy30K C 1Ie/IbI0 3aMeINTh IPOrPeccupo-
BaHUe apTPUTA, XUPYPrU4ecKoe JedeHne — MPoTe3poBaHMe
CyCTaBOB, K/IAIIaHOB CeP/lia, yAaneHye KaMHell Io4eK 1 Mpo-
crarpl. ITauueHTsI ¢ aKanTOHYpueit cTapiue 40 J1eT JOKHBI
HpPONTY 9XOKapAKMorpaduio, yIbTpasByKoBoe ICCIefOBAHNE
(Y3M) novek, mpu HeOOXOAUMOCTY — KOMITBIOTEPHYIO TOMO-
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rpacuio (KT) 6prourHolt HOMOCTY A/ BBISAB/ICHNS KapANaIb-
HBIX U YPOJIOTMYECKVX OCTIOKHEeHU T 3aboneBanus [4].

B Hacrosiee BpeMs /I [IALMEHTOB C alIKAITOHYpUell U3y-
9aeTCst MOTEHIMAIBbHO 3¢ EeKTUBHBII IIperapaT HUTU3VHOH —
MHTUOUTOP 4-TUIPOKCU(DEHNINPYBAT FUOKCUTEeHasbl — dep-
MeHTa, y4acTBymolero B cuarese ITK. Hutnsunon ogobpex
IUIsL TedeHVsI THPO3MHEMMY 1-TO THIIA; IIPY IIEPOPATbHOM BBe-
JeHNUN y MALMEHTOB C A/IIKAITOHYPUeEll OH CHIDKAeT YPOBEHDb
axckpeuyy I'TK Ha 69%, HO 3a cyeT MoBbIIIeHNA KOHIIEHTpa-
LMY B IUIa3Me TUPO3VHA, YTO MOXKET IPUBOIUTD K HEBPOJIOTH-
YECK/M OC/IO)KHEHNSIM, CBOICTBEHHBIM TVPO3VHEMUN 3-TO TH-
14, U1 OTJIOXKEHNIO KPUCTA/UIOB THpo3uHa B porosuiie [4]. ITo-
JIOXKUTENbHOE BIMsHNEe HUTU3MHOHA Ha JedeKT MeTaboausMa
IpY alKaNTOHYPUM ITOKa3aHO Ha Ky/IbTypax KIeTOoK in vitro
[11] n Ha MBIIIMHBIX MOAeNAX in vivo [12, 13], mpenapat Top-
MO3HT Pa3BUTHE OXPOHO3a, HO He CIIOCOOCTBYET ero 06paTHO-
My pasButuio [12]. B HacTosIee BpeMst IPOBOAATCS U K/IMHMU-
YyecKye UCIbITaHus HUTU3MHOHA [14, 15]. B HemaBHeM He6O/b-
oM (40 ImanyeHToB) MHOTOLIEHTPOBOM UccnenoBanuy Suitabi-
lity Of Nitisinone In Alkaptonuria 1 (SONIA 1) npogemon-
cTpupoBaHbl 9 (eKTUBHOCTD (yMeHbIeHue aKcKpeunu ITK ¢
MOYOI1) U XOpolllasi IePeHOCMMOCTb HUTU3MHOHA B Ualla30He
mccrenoBaHHbIX 103 (1, 2, 4 u 8 Mr), addekT fo303aBucum [15].
ITonBITKY TATOrEeHETNYECKOTO JIEYCHNST AIKAITOHYPUM, TaKIe
KaK orpaHudeHne GpeHnIaIaHNHA ¥ TUPO3NHA B IINIIIE, U Ha-
3HaYeHIe BBICOKVIX 103 aCKOPOMHOBOII KICIIOTHI Y TALIMEHTOB C
aIKaIITOHypuUell He IoKasanu cBoeit apdexruBHOCTH [4].

AJIKanTOHYpMsI — ayTOCOMHO-pPeL[eCCHBHOe 3ab01eBaHMe, ¥
6ompHOrO poauTensa 25% MOTOMCTBA UMEIOT LIAHC 3a00/IETD,
50% cTaHyT 6€CCMMITOMHBIMU HOCUTENAMM 1 25% He IOmydaT
[IaTOJIOTMYeCcKOro amnesns. TecTupoBaHue Ha HAalINYe TIOBBI-
meHHoI 9KcKpernyy I'TK cb6coB mopakeHHbIX MHANBUAYYMOB
Ba)XHO [I/Is1 paHHel IUAarHOCTUKY 3a60/1eBaHMsI I BMeIIaTe Ib-
CTBa C IIe/IbI0 IPeOTBpalleHsi BTOPUYHBIX OCTTOXKHeHMIT. Bos-
MO>KHO TeCTMPOBaHNe Ha HOCUTENIbCTBO MYTAaLlMy a/IKAIITOHY-
pun GepeMeHHBIX U3 IPYIIIbI PYUCKa ([peHaTanbHas AMATHOCTH-
Ka) M POJCTBEHHUKOB MarneHToB [4]. [lepekTHBII reH romMo-
reHTN3at-1,2-guokcurenassl (ITII) kapTupoBaH Ha XPOMOCO-
Me 3 - 3q21-q23 [16]. O6Hapy>xeHo 110 KpaiiHeit Mepe 130 marto-
reHHbIX MyTauuii B rene ['T]], HaXoAAMMXCA B pa3HbIX a/ljIeNb-
HBIX KOMOVHanusax [4, 16-18]. He o6HapyxeHO HUKAKOI KOp-
penAnyM MeXXIy TUIIOM IIaTOTeHHOTo BapuaHTa reHa [T]I, Ta-
JKeCTbI0 3a60/eBans 1 KommdectBoM akckperyn I'TK [4]. Ye-
THIpe IIATOTeHHbIX BapuaHTa (c.481G>A, c.457dup, c.808G>A u
c.1111dup) cocrassator 80% Bcex MaTOreHHbIX BApMAHTOB, Hail-
neHHBIX B C/IOBakuu — CTpaHe ¢ Hambosee 4acToil BCTpedae-
MOCTBIO a/IKaN'TOHYpuy (BapMaHThbl «OCHOBaTeNs1»). Illects py-
TUX MMATOTeHHBIX BapnaHToB (c.688C>T, c.899T>G, c.174delA,
c.16-1G>A, ¢.342 + 1G>A, c.140C>T) aBnsioTca o6muMn B
APYTMX MOMY/ANMAX, HO PEKO BCTPEYAIOTCA y CIOBAIIKOTO Ha-
cenenns [4, 16, 18]. MonekynapHoO-TeHeTIYeCKOe MCCIefi0Ba-
HIIE [yIS1 yCTAaHOBJIEHVS AMArHO3a ATKAIITOHYPUH Y IIPOOaHAa He
TpebyeTcs, A/ TECTUPOBaHMs BOSMOXXHBIX HOCUTEIEN U3 TPYII-
IIBI pUICKa HeOOXOMMa IIpefiBapuTebHast UaeHTUMKAIV Ma-
ToreHHbIX BapuanTtos I'T]] B cembe [4].

Takum 06pasoM, aIKaNTOHYpUA NPOABIAETCS MHOTOCK-
cTeMHBIM nopaxkeHneM [1]. [IoMnMo XxapaKTEpPHOI «TpUafbI»
(roMOTeHTU3UHYPHS, OXPOHO3 VM OCTEOAPTPOINATN:A) Y Hal[VeH-
TOB BBISB/IAIOTCS OpaXKeHUe ceppla (IPenMyIIeCTBEHHO B
¢$opMe a0pPTAIPHOTO CTEHO3a), KAMHM B IIOYKAX I IPOCTATE.
[IpemcTaBIeHHOCTD U BBIPAYKEHHOCTh CMIITOMOB HapacTaloT
C BO3pacToOM HalMeHTa, 3a00/IeBaHMe MOXeT J1e6I0TUPOBaTh
JI0OBIM M3 ONVICAHHBIX IIPOSIB/IEHNI, B CBSI3Y C Y€M MArHO3
QIKAIITOHYPUM YaCTO YCTAaHAB/IMBAETCS TOIBKO B 3PETIOM MU
Jake B IOXXIIOM Bo3pacTe. B murepaType HakaIMBaeTcs BCe
6oIbllle OMMCAaHNIT KIMHNYECKUX CITy4aeB pasINYHbIX Aebio-
TOB U TedeHMs 3a00/IeBaHNsI. B 4acTHOCTHM OmMCcaHbl CIydan
YCTaHOBKY AMATHO3a a/IKAIITOHYPUM ¥ B3POC/IbIX MALMEHTOB,
IeOITHPOBABIIIEl C pa3BUTHSI TPHDKI MEXXIIO3BOHKOBOTO [IVAC-
Ka B MOSICHUYHOM oTzene [19], CHOHAMIOTEHHOI MIeTHOI
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Puc. 1. OxpoHo3 cknep nauueHTa M. ¢ ankanToHypueii: a — NpoKpalLMBaHVe CKepbl BHYTPEHHero yrna neBoro rnasa; 6 — npokpaluvsaHne
CKIIEpbI HAPY>KHOTO yrna NeBOro rnasa; B — NPOKPAaLWMBAHWE CKIePbl HAPYXKHOrO yria NpaBoro rnasa; r — NpoKpallvMBaHne CKNepbl BHYTPEHHEro
yrna npaeoro rnasa.
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Puc. 2. OxpoHo3 u AecopmaLmaA ylHbIX PaKOBUH 60bHOro M.

C anKanToHypuen: a — NpoKpaLuMBaHMe JIeBO YLLIHOW PakoBUHBI;

6 — pedopmaumA NpaBol YLIHON PaKoBUHbI.
N z

muenonatuu [20], TopakanabHoOl Muenonatuu [21], nedpopmu-
pyIOLIMX apTPO30B KPYHHBIX CyCTaBOB [22-24] m paxe
A0PTA/IBHBIM CTEHO30M [25, 26]. IlaljeHTOB ¢ a/IKaITOHYpUe
B CBA3M ¢ MHOTOCUCTEMHOCTDBIO ITIOPAJKEHNA, OTHOCUTETDPHO
MO3/JHUM [e6I0TOM CUMIITOMOB ¥ CXOXKECTbIO IIPOSIBIEHUIL
aToro 3a60/eBaHus ¢ HarbosIee YacTo BCTpedarnmmmucs Gpop-
MaMJ OPTOIEeANYECKON, pEBMATOIOTMYECKOI, KapAMAIbHON U
YPOJIOTMYECKOJ ITaTOIOTUY BO3MOXKHO BCTPETUTD B PasImd-
HBIX KIMHINYECKNX cUTyaunax. C ajIkaTOHypuel ¥ OXPOHO-
30M MOTYT CTaJIKUBAaTbCsA BPauM Pa3HBIX CHelManbHOCTel [1].
ITpuBopnM cobCcTBEHHOE HAbITIOIeH e TAKOTO OOIBHOTO.

Iayuenm M., 75 nem, OCTYIUI B HEBPOJIOIMYECKOE OT/e-
nenne I'BY3 T'KB Ne31 12.12.2016 ¢ >xanmobaMy Ha HECHCTEM-
HOe TOJIOBOKPY>KeHIe, YCUIMBalolleecs IpM MepeMeHe I0JI0-
JKEHMA Tera.

AnamHes 3a00/eBaHMA: 32 5 JHElT 1O IIOCTYIIEHNA TIPK T10-
BOPOTE T'OJIOBBI BO3HUK/IV OIMCAaHHBIE Xamobbl. 3a 3 4 10 aTO-
TO OYMIIAT OPOKKM OT CHera. B ¢BsA3M ¢ cOXpaHAIOMIMMCA ro-
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Puc. 3. TemHble pa3Boabl OT NoTa Ha oaexae 6onbHoro M. ¢ an-
KanToHypue.

JIOBOKPY>KEHNMEM U MOSIBIEHIEM MIATKOCTY IIPU XOAb0e BBI-
3BaJl «CKOPYIO IIOMOILIb», JOCTAB/IEH B CTALJIOHAP C INaTHO30M
«CHHJIPOM BepTeOpanpHO-0asuIsIpHOI HETOCTATOYHOCTIL».
AnHaMHe3 XM3HM: 9NIM30/Ibl TOTIOBOKPY>KEHNA Y MalieHTa
BO3HMKAIOT B TeYEHNE IOC/IEHUX 5 IET, MpUMePHO 1 pas B rof,
KyMpOBaJl UX B CTallIOHape B HEBPOJIOIMYECKOM OTHE/IEeHNUN.
OTMevaeT 3NM30[1YeCKIe TTObeMbl apTepUaTbHOTO NaB/IeHMs
(All), perynsipHO TUIIOTeH3UBHYIO TEPAIINIO He IIPYHIMAET.
V3MeHeHNe BHENTHEro BUAIA B BUfle TEMHOTO OKpaIlMBaHNA
CKJIep U YIIHBIX PaKOBMH OTMe4YaeT C MOJIOLOTrO (IIpMMepHO
30-netHero) Bo3pacra. C 27-7IeTHEero BO3pacTa OTMEYAIoTCA TeM-
HbIe pa3BOJIbI Ha OfleXX7e OT MoTa. B 40 j1eT movyBCcTBOBAI JViC-
koM(OPT B KOJICHHBIX CYCTaBax, HO /10 60 JIeT Be/l aKTMBHBII 00-
pas xu3HU. B manmpHelineM NOABUINCH OOMb U OTpaHUYEHNEe
IBYDKEHMI B KOJIEHHBIX CycTaBaX, B 2000 I. BbICTaB/IEH IMaTHO3
JBYCTOPOHHETO TOHAPTPO3a, MPEJIIONaraacsa IOCTTpaBMaTIye-
ckmii reHes. B 50-etHem Bospacre (B 1991 r.) MOSBUINCH CUJIb-
Hble 60U B OSICHMIIE, JIEYM/ICA 110 TIOBOJIY OCTEOXOH/IPO3a IO-
3BOHOYHNKA CTAI[IOHAPHO, 3aHNMAJICS TTe4eOHOI PUBKYIbTY-
poit, mpuberan K npuemam iorn s obesbonuBanus. Yepes
2 rofia ocyie MOSB/IEHNsI BbIPa>KeHHas 60Ib MCues/ia, HO I03BO-
HOYHUK IOTEPAI NOABWKHOCTD. B 2001 r. Ha peHTreHOTrpaMme
TPYZAHOTO Ofie/Ia IO3BOHOYHMKA BbIAB/IEHbBI IPM3HAKM aHKIIIO-
3UPYIOLEro CIIOH/MIOAPTPO3a, BOSHUKIIO TOJ03peHNe Ha 60-
nesHb bexTepeBsa, BIIOCTIENCTBMM OTBEprHyTOE. B TOM >xe rony
BO3HUKJIO IIOfi03peHMe Ha 6ose3Hb PopecTbe, TakxKe He I0J-
TBepauBLIeecst. B 2007 T. omepupoBaH 0 IO0BOAY AedopmMupyio-
IIeT0 KOKCapTPO3a, IPOM3BEEHO SH/0IPOTE3NPOBaHe IPABOTO
Ta300epeHHOTOo cycTaBa. Uepes rof — mepenoM IIpaBoit GefpeH-
HOJI KOCTM IIPU TTaIeHUM, OCTEOCUHTE3 I/IACTUHOI. B 2013 1. -
[IepesIoM J1eBOI OefIpeHHO KOCTHM, OCTEOCHHTE3 IIACTUHOIL.
B 2015 r. - aH/[0IpOTE3MPOBaHIIE IEBOTO Ta300€;PEHHOTO CY-
craBa. B 2015 r. mosiBuiIach 3afiep>KKa MOYEUCITYyCKaHNA, YCTa-
HOBJIEH JIMIaTHO3 aJIeHOMbI IIPOCTAThI, TPAaHCYPeTpabHasA pe3eK-
LA TIPEMCTATEIbHON JKeTe3bl He Yla/ach 13-3a HEBO3MOXKHOCTI
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Puc. 4. BoinpAamneHue (husmonormyeckux M3rn6oB crnuHbl y naumeHta M. c ankanToHypuein: a — Bug c3aau; 6 — Bua c60Ky cnesa; 8 — Bug c60-
Ky crnpasa.

Puc. 5. UsmeHeHue uBeTa mouu 6onbHoro M. ¢ ankanToHypuein
npu 3awenaynBaHumn U oTcTauBaHUM (CnesBa — NOpPUMA MOUMN nocne
oTcTaMBaHuA 6e3 3allena4ymBaHuA, cnpasa — nNocsie 3awena4ymsa-
HUWA 1 OTCTauBaHUA).

MIO/TY4UTb JOCTYII (OrpaHMyeH e pasBefeHns Oeep mocie SHR0-
[IPOTE3NPOBAHNS), YCTAHOB/IEHA LICTOCTOMA.

HacrepcrBeHHBI aHAMHe3: OTell, CTapLINii 6pat u crapiras
CecTpa MIMeNN CXOIHBIN C MallMeHTOM BHEIIHWI BUJ U T€ JKe
[pU3HAKY 3a00/IeBaHMsI — IPOKPAIIMBAHIE CKIEP, OPAXXeHIe
CYCTAaBOB HIDKHMX KOHEYHOCTEN, XO[U/IN C IONO/THUTE/TbHO
OIIOPOIt Ha KOCTBUIN. Y CTaplIero 6paTa BBIITOTHEHO S9HAOMPO-
Te3MPOBaHNe KOJIEHHOTO CyCTaBa. Y Mep/U B IPEKIOHHOM BO3-
pacre, 70, 71 u 70 net coorBercTBeHHO. Ellle yeTBepo cnbcos
manyeHTa 6pUIM 3T0POBHI. [Joyb manmeHTa 48 jeT — 3OpoBa,
IiBa ee ChIHa, 27 1 15 1eT — 3J0pOBBHI.

OO6BeKTUBHO IIPU OCMOTpE: COCTOSIHNUE CPefiHell CTeleHn
TspKectn. Obpaiaer Ha cebs1 BHUMaHME KOPMYHEBOE IIPOKPa-
LIMBaHME YIaCTKOB CK/Iep Y Hapy>KHOTO U BHYTPEHHErO yIia
oboux rias (puc. 1), cepo-rony6oe npokpauBaHye yUIHbIX
pakoBMH (puc. 2, a). YUIHOI XpsIl yIUIOTHEH, YTOMIIEH U fie-
¢dopmuposan (puc. 2, 6). Ha pybamke manmeHTa MMeRTCs
TeMHbIe Pa3BOJbl B 00/IACTY MTOAMBILIEYHBIX BIIAANH (puc. 3).
BsLsiBieHO yrtoleHne GpU3MONMOrn4ecKux nsrnbos Mo3BOHOY-
Huka (puc. 4). [IogBY>XHOCTb TO3BOHOYHMKA OTpaHNYEeHa BO
BCeX OTHe/Nax. B meiiHoM oT/iene — mpuBeaeHe IOKO0POAKa K
IpyAu o 1 manblia, BO3MOXKHBI HeOO/IBIION HAKIOH U ITOBO-
POT TOJI0BBI BIIPaBO, B/IEBO TOBOPOTHI ¥ HAKJIOHBI TO/IOBBI He-
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BO3MOYXHBI, HEBO3MO>KHO 3allpOKM/IbIBAaHNME TONOBBL. B mo-
SICHUYHOM OT/ie7ie HAK/IOH BIlepe]] BO3MOXKEH [0 45° OT BepTH-
KaJIi, HAKJIOHBI BIIPABO U BJIEBO OTPaHMYEHbI, ABVKEHIE Ha-
3a/] OTCYTCTBYeT. AHKM/IO3 KOJIEHHBIX CyCTaBOB, B TOKTEBbIX
CyCTaBax — IIOJIHBII 06beM ABIDKEHNIT, IIeYeBBIX — OTPAHNYeH
MOJIbEM PYK BbIIllEe TOPM3OHTAIbHOI TMHUMN.

Comarudeckn — 6e3 0co6eHHOCTell. B jierkux BesukysipHoe
OBIXaHUe, XpUIIOB HeT. TOHBI cepALa ACHbIE, pUTM IIPaBU/Ib-
Hblit. Al npu nocrynnenun 150/70 mm pt. cT. YacToTa cep-
TeYHBIX COKpalleHuit 65 ya/MuH. JKuBot MATKuii, 6e360e3-
HeHHbIll. [{uctocToma.

HeBpomorndyeckuit CTaTyc: MEHUHTeaIbHBIX U 00I1[eMO3ro-
BBIX 3HAKOB HeT. UepenHble HepBbl MHTAKTHBI: 3paYKl PaBHbI;
(boTOpeakiyy COXpaHHBI; JBVDKEHN [71a3 He OTPaHMYeHbl; HI-
CTarma HeT; M0 CUMMETPUYHO; I7I0TaHue 1 GOHAIMS He Ha-
PYILIEHBL; A3BIK IO cpefHelt nuHnn. [Iape3oB HeT. CyX0XX1/Ib-
Hble pe)/IeKChI XMBbIE, CUMMeTpUYHBIe. [TaToMornyecKyx sHa-
KOB HeT. YyBCTBUTE/IbHOCTD He HapyuleHa. KoopanHaTopHbIe
MpOOBI BEIIIOTHsIET YeTKO. B mo3e Pombepra HeycTOI4uUB, me-
PUOIVYECKM OTKIOHAETCA B/1€BO. XOOUT C IBYMA KOCTBULAMM.

IlonoHuTeIbHBIE METO/BI 00CIeOBAHYS: 0OIIMIT U 6MOXM-
MUYecKuit aHa/Iu3 KpoBM, 001uMit aHa/M3 MoK — 6e3 ImaTosIo-
. neKTpokapauorpadua: CMHYCOBBIL PUTM, 63 0CTpoil
04aroBOIl TATONIOTUYM MUOKapfa. PeHTreHorpadus opraHos
TPYJHOI KJI€TKM: JIETOYHbIe I10JIA IIPO3payHbl, TeHb CpefocTe-
HIAI He paclunpeHa, He cMeliena. KT ronosHoro mosra: 6e3 ma-
TOJIOTHM, IPU3HAKOB MHCY/IbTA He 06HapY>KeHo. Y31 6paxuo-
nedanpubix apTepuit (BLIA): mpusHaKy aTepockIeposa BHede-
penHbIx oTAenoB BIIA co cTeH030M BHYTpeHHel COHHOJI apTe-
pun crpaBa 1 creBa (aTepocKaepoTudecKas O/sIIKa) HI3KO
rpajanum; ne(bopMauml BHYTPEHHEN COHHOJI apTepuy; He-
IpPAMOJIMHETHOCTD XO/ja TIO3BOHOYHBIX apTepuii. Y3V 6prom-
HOIJf ITOJIOCTY U TTOYeK: KOHKPEMEHTOB B II0YKAX M MOYETOYHM -
Kax He BbIABJIEHO; YallleYHO-/I0OXaHOYHAs CUCTeMa He paclly-
pena. Y3V npocraTbl: HeKa/lbKyjIe3Has afleHOMa IpeJiCcTaTe/b-
HOJI JKeTIE3BI.

Y4uTeiBass BHEIIHUI BUJ MALlI€HTa, CEMENHbII aHaMHe3,
Ha/jMyye MaTONOTUM CYCTaBOB I TIO3BOHOYHMKA, IIPEJIIONIO-
JKEeH JIIaTHO3 AJIKAIITOHYpuu. B3sita kayecTBeHHas mpoba Mo-
4y Ha Hanmnare Metabonuros I'TK. ITocrte 3amenaunBanus u
OTCTaMBaHUA B TedeHMe 24 4 BBIABIEHO TEMHO-KOPUYHEBOe
OKpalllBaHMe MOYM — Ip0o6a MOMoKUTeNnbHas (puc. 5).

JIMarHo3: aTKanTOHYpPUA C IpOrpeccupyoleit Zopco- 1 apT-
pomarueit. XpoHudeckas HeJOCTATOYHOCTb BepTeOpanbHO-6a-
3UIAPHOTO KpoBOOOpaleHN Ha pOHe aTepOCKIepo3a u Je-
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dopMupyIIero CIOHAUIOAPTPO3a. ApTepuanbHas TUIep-
teH3us I cragum.

ITpoBeneHo nedyeHMe TMIIOTEH3MBHBIMU M COCYLUCTBIMU
IperapaTaMiu, aHTMOMOTHKOTepanys. 3a BpeMs IpeObIBaHMsA
B CTallMlOHape TOI0BOKPY>KEeHNeE U MIaTKOCTh PerpeccupoBaln,
CO CTOPOHBI OTIOPHO-IBUTATe/ILHOTO alIapara — 6e3 u3MeHe-
Huit. Bemmmcan 20.12.2016 B yBoBIETBOPUTETEHOM COCTOSTHUIL.
[ly1s1 aMOy/IaTOPHOTO JIeYeHNs] Ha3HAYeHbI TUIIOTeH3MBHAA Te-
panus 1 alleTWICaTnIIoBas KUCIoTa.

O6c¢cyxpenne

B mpepicTaB/IeHHOM CiTy4ae BbISIBIEH IICEBIOLOMIHAHTHBIN
THUII HaC/Ie[JOBAHMS ayTOCOMHO-PEL}eCCHBHOTO 3a060/1eBaHms
merbMu 60bHOTO (OTILIA) M HOCUTENIS PELleCCUBHOTO IeHa 3a-
6onmeBaHus (Marepn): Y 2 Ma/lIbuMKOB M 1 meBOYKM U3 7 meTen
607e3Hb nposBuiack. He McKI04eHO fambHee POACTBO POAK-
Tesnelt 60/IbHOTO: M3BECTHO, YTO Mpaje[ OTLa ObUT POJLOM U3
TepeBHH, Ifie poAuIach MaTh MallMeHTa.

JMarHocTMKa a/IKallTOHYPUY He BbISbIBAET 3aTPySHEHMI IpK
BBISIB/ICHNI OXPOHO33, IIPOsIB/IsoLIerocs K 30 rogam, Tem 6oree
YTO IOpa)KeHMe CyCTaBOB II03BOHOYHMKA ¥ KOHEYHOCTEN Ipo-
saBysieTcs mosxe (rmocre 40 y1eT) 1 Mo3BOIAET BECTU aKTUBHbIN
06pas Xu3HM (Hall TALVEHT e3MI Ha Bestocutiefie 1o 60 er).
B nanmbHeiiieM 60/1€3HD YXyAIIAET KA4eCTBO XI3HY, HO He [IPO-
IO/DKUTENBHOCTD ee. B omucanHoM cydae He oTMedaeTcs: obpa-
30BaHNA KaMHell B IIOYKaX, pefiCTaTe/IbHOI >Kele3e U 3Ha4N-
TEeJIbHOTO IOpakeHnA MHTUMBI BITA 1 x1anaHoB cepaua.

OpHaKO CX0XKeCTb KIMHMYECKOTO IPOsABICHN JOPCOTIATUNI
IIpY alIKanTOHypun, 6oje3Hu bexrepesa u 6one3nu Popecrbe
IIPUBOAUT K HeoOXoxmMMOCTH! AuddepeHIpoBaHns 3TUX 3 3a-
6oneBannii. bonesHp BexrepeBa, TakKe MMerLIas HacIes-
CTBEHHBIII aHaMHe3, MaHudecTupyer B Bodpacre fo 30 j1eT, Kak
NpaBUJIO, CUMIITOMAaMI NMOPa>KeHNU I71a3 U CAKPOUIEUTOM C
IIOCTIEAYIOLIMM Pa3sBUTHEM aHKU/IO3MPYIOLIETO CIIOHAUIOAPT-
PpUTa ¥ BO3MOXXHBIM IIPUCOEAMHEHMEM apTPUTOB KPYIIHBIX Cy-
ctaBoB. Ha peHTreHorpaMMax MpUCyTCTBYIOT IOpaKeHUe YH-
KOBepTeOPaTbHBIX CYCTABOB II03BOHOYHMKA U OCCUPUKALINA
CBA30K, KaK IIPY a/IKAIITOHYPUH, HO BbICOTA MEXKIIO3BOHKOBBIX
JMCKOB IIPY 3TOM H€ CHMIKAETCH, CaMM JMCKM MOTYT 3aMe-
IAThCsI TyOYaTOl KOCTHOI TKaHbi0. bonesnp @opectpbe (aHKM-
JIO3MPYIOLINIT TUIIEPOCTO3) MPOAB/IsAeTCsA IMocie 50 et Tyro-
IO/IBYDKHOCTBIO C YMEPEeHHOIT 60/IbI0 Yallle B TPYAHOM OT/erie
[I0O3BOHOYHIKA 13-32 00pa30BaHNMsl 09aroB IUIIEPOCTO3a HA
nepefiHell IOBEPXHOCTHU Te/l TO3BOHKOB, BO3SMOJKHBI OYary I'-
IIepOCTO3a B CBA3KAX U CYXOXXMUIUAX BHE I03BOHOYHMKA. Ye-
pes 10 et or Havaa 3aboreBaHnA (KaK y HallleTo Ial[ieHTa)
PeHTreHoIorn4ecKas KapTyHa He BbI3bIBAeT JMAarHOCTIMYECKIX
3aTpyfHeHu (MacCUBHbIE KOCTHBIE HAIIACTOBAHNS HA YPOB-
He mepefHelt MPOLOIbHO CBA3KM, Orubaroiue MeXXI03BO-
HOYHBIE JUCKIU VM CPOCLINECS] MEXK/Y OO0 BBIPOCTHI TeJI 110-
3BOHKOB, HEOAPTPO3bl, OTCYTCTBME NPU3HAKOB IOPAKEHUS
(aceToYHBIX CyCTaBOB).

IIpencraBneHHblil Cy4ail JeMOHCTPUPYET MO3THIOI0 AMar-
HOCTUMKY a/IKaTOHYPUM y TTalJi€HTa C OXPOHO30M, MTOPaKEHM-
€M CYCTaBOB J IIO3BOHOYHIKA, OTCYyTCTBMEM COMATUIECKMUX
IIPOSIB/ICHNIT 3a00/IeBaHsI U IICEBJOOMIHAHTHBIM TUIIOM Ha-
CleoBaHMA.
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