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Ob6ocnosanue. Ankanmorypus — opaHHoe, AQymocoMHO-peyeccugHoe 3a001e6anue, npu KOMOPOM KAUHUMECKAs CUMNIMOMAmMu-
Ka deGromupyem 60 83p0CAOM 803pacme U XapaKmepusyemcs npoepeccupyrouUMU 0eeeHepamueHbIMU USMEHEHUSIMU 6 KPYRHbIX
cycmaeax (KoneHHbix, mazo0e0peHHbIX, nae1esblx) U HO360HOUHUKe, 4acmo mpebylouumuy sHoonpomesuposanus. Passusaroujue-
51 UBMeHeHUsl HepeOKOo npugodsim K cmolikoi ympame mpydocnocoonocmu. Lleab nacmosuyeeo uccaedo8anuss — oUeHKa UHEaAAU-
duzayuu cpedu 63pocavix nayuermoes ¢ arkanmounypueii. Mamepuaaot u memooot. B ucciedosarue Oviau exarouenst 46 83pocavix
navyuenmos (myxcuurn — 31; 67,4%; scenuwgun — 15; 32,6%) ¢ docmoseprvim duazrnozom arkanmonypuu 6 eozpacme om 20 0o 76
(cpeonuii sozpacm 56,83 £ 10,52) aem. [lposedena ouenka Hanruuus epynnvl UHEANUOHOCHIU HA MOMEHM 00pAUeHUs NAUUEHMO08
K peemamonoey. Pezyasmamot. Oxazanoce, umo unearuonocms 6vina onpedenena y 34 (75,6%) nauuenmos, He umenocs npusHa-
K06 cmolikoii ympambi mpyoocnocoorocmu y 11 (24,4%) 60avhbix. Y nayuenmos, umesuiux npusHaky cmoukoi ympamot mpyoo-
cnocobrHocmu, wauie 6ce2o Ha nepuoo obcaedosanus oviaa yemarosnena Il epynna uneanuonocmu (61,8%), umeswiuecs pazauuus
Mexcdy amoil u opyeumu epynnamu 0viau cmamucmuyecku suavumoimu (p < 0,05). Bnepevie uneéarudnocms 6 uccaedyemoii ko2op-
me 6oabHbIX Oblaa yemaHoeneHa 6 eospacme om 31 do 59 (cpeonuii 6ozpacm 50,83 * 5,5) aem. 3axarouenue. Bascro ommemums,
umo 6 nodasasrouwem 6oNbUUHCMEE CAYHae8 CIOUKAs ympama mpyo0ocnocoOOHOCMU NPOUCX00Una y nayuermos, Haxooueuuxcs
6 mpyodocnoco6HoOM 803pacme, 4mMo NOOHEPKUBAem 8ANCHOE 3HAUEHUE ANKANMOHYPUU KAK MeOUKO-COUUANbHOL NPOBAEMbL.
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Background. Alkaptonuria is an orphan, autosomal recessive disease in which clinical symptoms debut in adulthood and
are characterized by progressive degenerative changes in large joints (knee, hip, shoulder) and the spine, often leading to the
need for joint replacement. Developing changes often lead to persistent disability. The purpose of this study was to evaluate
disability among adult patients with alkaptonuria. Materials and methods. The study included 46 adult patients (31 m —
67.4% and 15w — 32.6%) with a reliable diagnosis of alkaptonuria at the age of 20 to 76 years (avg age 56.83 + 10.52).
The assessment of the presence of a disability group at the time of patients’ treatment to a rheumatologist was carried out.
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Epidemiology and statistics of disability

Results. It turned out that disability was determined in 34 (75.6%) patients, there were no signs of persistent disability in
11 patients (24.4%). Among the patients who had signs of persistent disability, most often during the survey period, group
2 disability was established (61.8%), the differences between this and other groups were statistically significant (p < 0.05).
For the first time, disability in the study cohort of patients was established at the age of 31 to 59 years (the average age was
50.83 = 5.5 years). Conclusions. It is important to note that in the vast majority of cases, persistent disability occurs in
patients who were of working age, which underscores the importance of alkaptonuria as a medical and social problem.
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O0ocHOBaHHe

OpdanHble 3a00J1eBaHusI B CUILy CBOE PEIKOCTH 3a-
YaCTYIO TJIOXO IUArHOCTUPYIOTCS U HEPEIKO SIBJISIOTCS
MPUYWHOMN pPa3BUTUS CTOMKOW YyTpaThl TPYAOCHOCO0-
HocTu. OIHUMM W3 TakuX 3a00JieBaHMI SIBJISIETCSI ajl-
KanToHYpUs, BXOAILAs B peecTp opdaHHbIX O0e3He
MunucrepcTBa 3apaBooxpaHeHust Poccuiickoit Mene-
panuu. PacripocTpaH€éHHOCTh MATOJOTMU B MHUPE CO-
crasnsget 1 ciyyait Ha 250 000—1 000 000 yenmoBeK, XOTs
B OoTmeNbHbIX peruoHax (CnoBakus, JJoMuHUKaHCKas
Pecny6imka) aToT nmokasatenb Bbile [1]. 3aboneBaHue
OTHOCUTCSI K ayTOCOMHO-PELIECCUBHBIM MpOIleccaM,
TPU KOTOPOM OTCYTCTBYET (DepMEHT, KaTAIM3UPYIOIIUIA
JajbHellee TpeBpallleHue MpOoAyKTa pacrnana TUpO-
3MHAa — TOMOT€HTU3UHOBOU KUCIOThI. OTIOXEHUE €€
JIEpMBaTOB CO BPEMEHEM MPUBOAUT K IMOBPEXIECHUIO
B MEPBYIO ouYepelb XpSIIEBOil TKAHU CYCTaBOB U MEX-
TMO3BOHKOBBIX JUCKOB C Pa3BUTUEM CUMIITOMOB OCTEO-
aptputa [2]. Kak mpaBuio, OCHOBHbBIE KIMHUYECKUE
CUMIITOMbBI CBSI3aHbl C TMOpaXeHWEeM ITO3BOHOYHMKA
U KPYMHBIX CYCTaBOB — KOJIEHHBIX, Ta300eIpEeHHbIX
U TUJIEYEBBIX, Ie HAOII0AAI0TCS BbIpaXEHHbBIE ereHe-
paTUBHbIE W3MEHEHUs, TpeOyrolirue B OOJBIIMHCTBE
ciydyaeB IIpOBENCHUS SHIONpOTe3upoBaHus [3, 4].
NMeHHO nopakeHre ONOPHO-IBUTaTeJIbHOTO arapara
SBJISIETCS HauboJiee YacTol MPUUMHONM CTOMKOU yTpa-
TBI TPYAOCIIOCOOHOCTH y MauimeHToB cTapiie 50 et [5].
VY neteit nepeyrcieHHbIE CUMIITOMBI OTCYTCTBYIOT.

B HacTogliee Bpemsi JleYeHUE IPOrPeCcCUPYIONINX
U3MEHEHWI B CyCTaBaX M TMO3BOHOYHMKE CHUMIITOMA-
TUYECKOEe, HEOTJIMYMMOE OT TeparuM MEePpBUYHOIO OC-
teoapTputa. OnpeneséHHbIe MTePCIeKTUBBI CBI3bIBAIOT
C MCTOJIb30BaHMEM HUTM3WHOHA — TIperapara, KOTo-
Pblii TO3BOJISIET 3HAYMTEIBHO CHU3UTh YPOBEHb TOMO-
TEHTU3UHOBOM KUCJIOTHI B IJla3Me, OIHAKO TpebyeTcs
n3ydeHue ero 3pdekTuBHOCTH [6].

Ilea» uccnenoBaHuss — oOlieHKA WHBaIWAW3ALUU
Cpeau B3POC/bIX TALIMEHTOB C aJKallTOHYPUEN.

MaTtepuannbl 1 METOAbI

B wucciemoBaHne OBUIM BKITIOUEHBI 46 B3pOCIHBIX
ManyeHToB B Bo3pacte oT 20 mo 76 (cpemHuii Bo3pact
56,83 £10,52) net ¢ HOCTOBEPHBIM JUATHO30M aJIKAIITO-
HYpUH, U3 HUX My>xx4uuH 31; 67,4%; >xxenmuH 15; 32,6%.

Y GOJBHBIX YYNUTHIBAIOCH HAJTWYME TPYIIITHI WHBAIMI-
HOCTHM Ha MOMEHT OOCJICIOBaHMSI, a TAKXKe YTOUHSIICS
BO3pAacT, B KOTOPOM BIIEpPBbIe ObLIa YCTAaHOBJICHA WH-
BaTMaHOCTh. KpoMe Toro, uKcupoBaiachk WHMoOpMa-
LIWST O TIPOBEAEHHBIX OIepalUsIX SHAOMPOTE3NPOBAHMS
(BO3pacT MepBOro 3HAOMPOTE3UPOBAHUS, KOJIUIECTBO
1 JIOKaJIU3a1us SHIOMPOTE30B).

PesynbTaThi

Bospact, B KOTOpOM MOSIBUWJINCH ITEPBBIE CUMIITOMBI
CO CTOPOHBI OITOPHO-ABUTATEILHOTO arrapara, Bapbu-
posai ot 17 no 37 (cpeaHuit Bo3pacrt 29,6 = 4,2) ner.
V nonasssoniero 60JbIIMHCTBA NALIMEHTOB 3TO ObLIN
0011 B TO3BOHOYHMKE, TOJIBKO Y 2 — 00JIM B KOJIEHHBIX
cycraBax. [lepron, mpolreanmit OT MOSIBICHMS TIEPBHIX
CUMIITOMOB 3a00jIeBaHUS IO YCTAHOBJIEHMSI CTOMKOM
HETPYIOCIIOCOOHOCTH, cocTaBuI OT 1 10 38 (B cpenHeM
20,97 = 7,8) ner. MHBaIuAHOCTh ObLIa YCTAaHOBJIEHA
34 (75,6%) mauumenTtam. PacmpenencHue IO CTelEHH
TSOKECTH TIpeCTaBIeHO Ha pHc. 1.

INpr3HaKM CTOMKOW YTpaThl TPYTOCIIOCOOHOCTH Ha
MepuoJ, OCMOTpa OTCyTCTBOBaIM y 12 mauueHtoB. U3
34 60JIbHBIX, MMEBILIMX WHBAJIUAHOCTb, | rpynmna Oblia
ycraHoBiieHa B2 (5,9%) ciydasx, I rpyrima— 821 (61,8%),
III rpyrma — B 11 (32,3%). Y manmieHToB, UMEBIINX P~
3HAaKM CTOMKOWN YTpaTbl TPYIOCHOCOOHOCTH, Ha TEPUO
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@



Menwmko-coumanbHas skcrepTimsa v peabunmrauyms. 2020, 23 (2)
DOI: https://doi.org/10.17816/MSER35167

HAYHYHOE NCCITEQOBAHNE

INUAEMUONOINS N CTaTUCTUKA MHBANUOHOCTU

45,00
40,00

35,00
30,00
25,00
20,00
15,00
10,00

5,00

0,00

1 npotes

2 npotesa

3 npotesa

4 npotesa

Puc. 2. XapakrepucTrKa 3HIOIPOTE3NPOBAHUSI CYCTABOB B 00cIeayemoii rpymie (n = 26), %

o0cemoBaHus Jalle Bcero osuta ycranonieHa 11 rpymma
MHBaAUAHOCTH (61,8% ), pa3mmamns MeXITy 3TOI U IPyTH-
MU TpyNIaMy UHBaJUAHOCTU ObUIM CTaTUCTUYECKU J0-
croBepHbiMU (p < 0,05). BriepBble UHBATUAHOCTh B UC-
clieflyeMoli KOropTe Oblia YCTaHOBJEHa B BO3pacTe OT
31 mo 59 (cpennHuii Bo3pact coctaBui 50,83 * 5,5) jer.

Crenyetr OTMETUTD, UTO B MOJABJISIONIEM OOJbIINH-
CTBE ClTy4aeB CTOMKas yTpara TpyIOCTIOCOOHOCTH Ha-
Oronanach y MalMEHTOB TPYIOCIOCOOHOIO BO3pacTa,
YTO MOMUYEPKUBAET 3HAUCHUE aJKAITOHYPUU KaK Bax-
HOI MEIMKO-COLMAIbHOM IPOOIEMBI.

JOMUHUPYIOIIMMU KIMHUIECKUMU TTPOSIBICHUSIMU
y BCEX MAlIMEHTOB ObLIM 00JIM B CyCTaBax U ITO3BOHOY-
HuKe. CyCTaBHOI CHHAPOM MMEJ TOPIUIHOE TeUCHHE,
pu KOTopoM B ucxone y 26 (57,8%) manmeHToB OBLIO
MPOBENEHO TOTAIbHOE HAOMPOTEe3UpoBaHMue 58 cycTa-
BOB. Bo3pacT naliueHTOB Ha MOMEHT TepBOi1 onepauuun
coctaBui 56 £ 6,2 (o1 43 1o 65) rona. JlaHHBIE 110 STOMY
BUIY JICUESHMS TIPEICTaBICHBI Ha pUC. 2.

Yame Bcero oIepupoBaIM KOJEHHBIE M Ta300e-
IpEeHHBIE CyCTaBHI (56 SHIOMPOTE30B), Y OMHOM 6OJIb-
HOW MMIUJIAaHTUPOBAaHbI JIBa SHIONMPOTE3a ILJIeUEBbIX
cyctaBoB. KoJiMuecTBO yCTaHOBJIEGHHBIX 3HAOIPOTE-
30B OBLIO CJIEAYIOMUM: OJUH — Y 7 MallUeHTOB, 1Ba —
y 10, Tpu — y 5, 4yeTbipe — y 4. DTU NaHHbIE MTO3BO-
JISTIOT OXapaKTepU30BaThb aJIKANITOHYPUIO Y B3POCIBIX
Kak TsSKEnoe 3a0ojieBaHMe, MPOTEKaIlee C pas3BU-
THEM JECTPYKLUMU B KPYIMHBIX CycTaBaX, B OOJbIIMH-
CTBE cCiyyaeB TpeOylolliee MX 3HAOMPOTE3UPOBAHUSI.
Bce yyacTHUKU McciienoBaHUsI UMEIU Tepen ornepa-
TUBHBIM BMEIIATEJIbCTBOM TPYINY HWHBAJIUIHOCTH,
KoTopasi Obljla yCTaHOBJIEHA MO oO0IIeMy 3aboJieBa-
Huto. ClieayeT OTMETUTh, YTO TMArHO3 aJIKAIITOHYPUH
B OOJBIIMHCTBE CIydaeB OBLI YCTAaHOBIJICH IO3IHEE,
YyeM ompejesieHa rpyria WHBaJIUIHOCTH.

Oo6cyxnenne

YV 0OJIbHBIX alKaNITOHYPUEN XOPOILO M3BECTHO pa3-
BUTHE TSKEIIOT0 MOPAKEeHUS TTO3BOHOYHMKA U KPYITHBIX
CYCTaBOB, MPUBOJsIIIEE K NECTPYKTUBHLIM U3MEHEHU-
sIM KOJICHHBIX M Ta300€IpEeHHbIX CYCTaBOB, YTO TPeOy-
eT sHgonpote3upoBaHus [7]. Ilpu 3ToMm 3abojieBaHUM
MMEHHO TOPHUIHBIM CYCTaBHOW CUHIPOM SIBJSIETCS
NpUUYMHON MHBaIMau3auuu [8§—11]. B uccaenoBanumn
M. Perry u coast. (2006) [5], B KoTOpO€E OBUIM BKITIOUE-
HBI 53 mallMeHTa ¢ aJIKalITOHYPHEi, 0Ka3aJoCh, YTO NH-

BaJIMOM3AIIMS YacTO ObLIa TSKENIOH, a € IIporpeccupo-
BaHMe ObLIO CBSI3aHO C JJIMTEJIbHOCTBIO 3a00JI€eBaHus.
Hepenko n3-3a HeahHEeKTUBHOCTU Tepallui CYCTaBHO-
rO CUHApPOMA MallMeHTaM IPOBOIST OTIEPaTUBHOE JIeyue-
HU€ KPYIHBIX CYCTaBOB HMXKHUX KOHeUHOoCTel [12—14].
Tak, N. Rajkumar u coast. (2020) [14] coobmiator
o nipoBeneHuu B niepuox ¢ 2007 mo 2017 r. 27 onepaumia
SHIOINPOTE3UPOBAHUS KOJCHHBIX Y Ta300€IPEHHBIX CY-
CTaBOB Y 16 MallMEeHTOB C aJIKAIITOHYpPUEA.

Ha nepuon obcienoBaHust 3/4 mallMeHTOB ucCie-
IyeMOW TpYIIIBl WMENIW WHBAJIUIHOCTh, Yalle BCe-
ro II rpymmy (61,8%). BriepBele MHBATMIHOCTh ObIIA
ycTaHOBJIeHa B Bo3pacte oT 31 10 59 (cpenHuii Bo3pact
50,83 £ 5,5) ner. BaxxHO OTMETUTH, YTO B HAIlIEll BBI-
OopKe TakxKe ObLT OOJIBIION MPOIIEHT MAIleHTOB C 9H-
nJorpore3amMu: u3 46 marueHToB y 26 (57,8%) npoBene-
HO SHIOTIPOTE3UPOBAHNE.

Takum oOpa3oM, pe3yabTaThl Hallleil pabOThI MOJ-
HOCTBIO COBMANAIOT C TAHHBIMU 3apyOesKHBIX UCCIIEN0-
BaHUI.

3aKiaoueHue

AJKanTOHYpHUSI UMeeT OOJBIIYI0 MEIUKO-COIIM-
aJbHYI0 3HAYMMOCTbD, IPOTEKAET C BLICOKUM MPOIIECH-
TOM WHBaJUAW3alUM MALMEHTOB TPYIOCIIOCOOHOTO
Bo3pacTa (mocie 45 yeT), 4To TpeOyeT paHHeil nua-
THOCTUKHU, aKTUBHOTO JIeUCHUS U TIOJTHOIIEHHOM pe-
abMJITalluNU.

Kongauxm unmepecos. ABTopbl 3asBASIIOT 00 OTCYT-
CTBUM KOH(IMKTa UHTEPECOB.

QDunancuposanue. ViccnenoBanue He MMEIO CIIOH-
COPCKOM MOIIEPXKKH.

Yuacmue asmopos. Bce aBTOpbI TPUHUMAIH yIacTHe
B pa3paboTKe KOHIIETIUM CTaTbU M B HallMCaHUU PY-
KOTIMCH, TTPOWIN U OJ00pUIN (HDUHATBLHYIO BEPCUIO 10
nyoJUKalLWU.
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