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TAO «Kazaxckuii HAMOHATBHBIN MeTHUIIHHCKIH yauBepcute™» umenu C.J1. Achenauspona,
r. AIMaTel

2AO «HayuHo-HcCNeI0BaTeNbCKUil HHCTUTYT KapaUOJIOTHH M BHYTPEHHHX OONe3Heit», T.
AnmaTtbl

AHHOTaNUA

BBenenue. bonesnr @abpu — Anunepcena (b®) — opdannoe, TsHKEIO MpoTEKaroIee
3a0o0yieBaHrE, HMMEIOIIEE CXOXKHE CHMITOMBI C PEBMATOJOTHYECKOM, KapIHOJIOTMYECcKOi,
He(po- u HeBposorumdeckor marosnorueid. [lomumopdusM CUMOTOMOB PE3KO 3aTpyaHSET
JMAarHOCTHKY JaHHOTO 3a00JIeBaHUs, YacTO JOIMYCKAIOTCA JWArHOCTUYECKHE OUIMOKH.
Heo6xoaumo, uroOs 60se3up @abpu Bceraa Aepikaid B yME KIMHUIMCTHI IPU MTOCTAaHOBKE
nuarHosa. bomee Toro, 3aboieBaHME YAcTO IMATHOCTUPYETCA C OOJIBIIMM OIO3JAaHUEM
(crrycrst 10 1 Gosee JieT ¢ MOMEHTA MOSBICHUSI CUMIITOMOB).

Ilesab: mpoBecTH PETPOCHEKTUBHBIM M MPOCHEKTUBHBIM aHAIN3 CIy4yaeB OOJE3HH
®alpu, HaXOIAUIMXCS HA JICYCHUH.

Marepuajabl U1 MeTO[bI: AHAIU3 MPOBEJAECH Ha OCHOBE 18 KIMHUYECKUX CIIy4acB
nanueHToB ¢ Oonesnpto Padbpu, neumBmmxcs B HUUK u BB ¢ 2019 mo 2022 romsi.
Hcnonp30Banuch  CKPUHUHTOBBIE, KJIMHMYECKHE, JIaOOpaTOpHbIE U MOJIEKYJSPHO-
T€HETUYECKUE METO/Ibl IUATHOCTUKU, BKIIIOYAs TUATU3HBIA U CEMEMHBIM CKPUHMHT, a TaKXe
orpeJiesieHue akTUBHOCTU (epMeHTa o-I"A n koHuenTpauun Lyso-GB3.

PesyabTaTel: bonbmmHcTBO manueHToB (61,1%) Obun Myxckoro mona. CpenHwuid
Bo3pacT coctaBui 47 ner. JuarHo3 daie BCEro CTAaBWICA Ha OCHOBaHUU CEMEWHOIO
ckpunuHra (78%  cmyuaeB). OOHapyxeHbl pa3nuuHble MyTauun TeHa GLA,
MPEUMYIIECTBEHHO Y MYXYHMH HaOII0JaloCh CHHM)KEHHE AaKTUBHOCTU (-TAJIaKTO3U]IA3bI.
Knunuueckue mposiBieHHMs — BKJIIOYANU — cycTaBHOM  cuHiapoMm  (77,7%  cimyuaes),
aHTHOKEPATOMBI, TOpaKEHHE Cep/illa, HEPBHON CUCTEMBI U MOYEK.

BoiBoabi: /[uaruo3 6one3snn ®abpu B Kazaxcrane daie BCEr0 YCTaHABIMBACTCS
yepe3 CEeMEHHBI CKPHUHHMHI, C [peodjajaHueM aTUNUYHbIX (GopM  3a00JeBaHUS.
HaGnromaercst BBICOKAas 4acTOTa CYCTaBHBIX CHMIOTOMOB, OCOOEGHHO NpHU HAOIIOACHUU
MAlMEHTOB  pPEBMATOJIOTaMH.  BOJNBIIMHCTBO  MAIIMEHTOB  TONydaloT  (epMeHT-
3aMECTUTENIbHYIO TEpalui0 C XOpollell MepeHOCHMOCThbI0. Pe3ynpTaThl HcCieOBaHUS
MMOAYEPKUBAIOT HEOOXOIUMOCTh TOBBIIMICHUS OCBEIOMJICHHOCTH Bpaued o Oone3nn dabpu
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IJISL yTyqUISHUs] paHHEH AMAarHOCTUKH M MPOMMIAKTHKY Pa3BUTHS OCIOKHEHHUH, YITyqIICHUS
Ka4ecTBa )KU3HU MAllUCHTOB.

KaioueBnie  cioBa: Ooonesnp ~ ®Dabpu,  HacIeACTBEHHOE  3a0oJieBaHHUE,
r1000TpHAO3MILIEPAMU], TI000TPHAO3MICHUHTO3UH, MYJIBTUCUCTEMHOCTb, —arajicujaasa
anbpa.

BBenenne. bonesnr @abpu — opdanHOE, Tporpeccupyroiiee, HacIeACTBEHHOE X-
CIlETUICHHOE 3a00JIeBaHMEe, XapaKTEPH3YIOIIeeCss HAKOIJIEHHEM TIIMKO(POC(OIUIHUIOB B
JU30COMax pPa3lMYHBIX KJIETOK BCJIEACTBUE MYTAllMM T'€HA JIM30COMAalbHOrO (epMeHTa -
raiakTo3uaasel A (o-I'A). B o6mieit nomymnsiuu pacnpoctpaneHHOCTs b® cocraBnsier 1:40
000 [1]. T'maBHO# B 3THONOTHU Oosie3Hu Dabpu sBisiercs myranus reHa GLA, koropsii
pacrmoyiokeH Ha X-XpOMOCOME M OTBEYaeT 3a CUHTEe3 a-rajakro3unassl A (a-I'A). B
pe3yNbTaTe MyTallUd CHUKACTCSI aKTUBHOCTH IAaHHOTO ()ePMEHTa U MPOUCXOTUT HAKOTUICHUE
TJIMKOC(HUHTOTUTIUIOB, BKJIIOYAst 1000 TpHao3UIIIepaMuIa (Gb3) u
rio6otpuaosuichuHrozrnna (m30-Gb3) B opranax u TraHsgX [2].

OCHOBHBIE KIMHUYECKHUMHU MpOosBICHUsIMU bd sBIAIOTCS: TOpakeHUE HEPBHOM
cucTeMbl (TIOJUHEponaTysi B BUJE aKpOIapecTe3u, OCTPOe HapylIeHHEe KPOBOOOpallleHus
M0 MIIEMUYECKOMY THITYy), TOpakeHue cepama (rumnepTpodusi JIEBOro 3JKemymodyka ¢
pa3BUTHEM TUIEPTPOPHUUECKON KapAUOMHUONATHM, NUCOYHKIUU KIIallaHOB W HapylIeHHUE
MIPOBOJIUMOCTH), MOYEK C PA3BUTHEM TEPMUHAIBHOU moueuHoi HenoctatouyHocTH (XBII),
TUIOTUIPO3 BIUIOTH JO AaHTHUApPO3a, MOPAKEHHUE OpraHa 3pEeHUs B BHUJIE BUXPEBUIHOU
kepatonatuu, JIOPopraHoB ¢ pa3BUTHEM CEHCOPHOH TYrOyXOCTH, CKEJIETHO-MBIIIEUHBIE
paccTpoiicTBa B BHJAE IOJUAPTPAIrUil, MUAITMH (CyCTaBHOM CHHAPOM), KOXXHBIE -
aHTUOKEpaTOMbl. MyIIbTUCUCTEMHOCTh TMOpPaXEHHsI W Hamuuwe Oolield B cycTaBax, 3a
KOTOpbIe MPUHUMAIOT aKpOMapecTe3ny, MPHUBOJAT K OIIMOOYHBIM PEBMATOIOTHUYECKUM
nuario3aMm [3]. AHTMOKEpaToMbl — MAaJ€HbKHE Y3€JIKH TEMHO-KPACHOTO IIBE€Ta MSTKOU
KOHCUCTeHIIMM. MOryT pacrojaratbCsi Ha pPa3HbIX ydacTKax KOXKH, HO MpeoOyiajaroT Ha
nepeaHei OpIONMIHON CTeHKE, B 0COOEHHOCTH BHYTPH HJIM BOKPYT MYIKa, HAa Ty0ax, BEpXHUX
KOHEUYHOCTSIX, B10JIb TO3BOHOYHHKA, SITOJIMIIAX, BMECTE C 3TUM BCTPEUAIOTCS U HA CIIM3UCTHIX
000J0YKaX, OCOOEHHO HA  CIM3UCTOM TOJOCTH pTa M  MOJOBBIX  OPTraHOB.
I'mukocuHrOMMIUABI MOTYT HaKalUIMBAThCAd B TApeHXUME TMo4YeK, BbI3biBas XbII.
Hedpponmatuss mnpu bBD mnepBoHauyanbHO MposBIsSeTCS anpOyMuHypuend 0e3  sipKoi
KJIMHUYECKOW KAapTHHBI HMIPOTPECCHUPYET CO BPEMEHEM JO0 TEPMUHAIBHOM MOYEUHOM
HEJOCTaTOYHOCTH C HEOOXOIUMOCTHIO TPOBEACHHS 3aMECTHTENBHOM IMOYEYHOM Tepamuw,
pa3BUTHEM BTOPUYHOW PEHATIBHOM aHEMHMHM M BTOPUYHON apTepUaIbHOM TUIEpTEeH3UU [4].
[TopakeHne HEPBHOW CHCTEMBl TMPEUMYIISCTBEHHO TMPOSBIIETCS TepU(PEpPHICCKOM
MOJIMHEMponaTruen Mo TUITY KT'YYUX aKpOINapecTe3uil, T.e. HapyIIeHHEM YyBCTBUTEIbHOCTHU.
KaBep3HocTs JaHHOTO cMMITOMA 3aKJIOYAETCA B TOM, UYTO €r0 JIETKO CIyTaTh C CYCTaBHBIM
CUHAPOMOM. Bu3yanbHO, paBHO Kak M Ha peHTreHorpaduu nedopMaiuu M IECTPYKIUU
CyCTaBOB OTCYTCTBYIOT, €CTh TOJbKO MECTHAsl TUNIEPEMUS] KOJIEHHBIX CYCTaBOB U JIOKaJIbHAas
00J1€3HEHHOCTh 0€3 KOCTHO-CYCTaBHOM TAaTOJOTMM MO JAHHBIM HHCTPYMEHTAJIbHBIX
uccinenoBanuii. bonu B cycraBax ObLIM JOKAJIM30BaHbl CAMMETPUYHO B KOJICHHBIX CyCTaBax,
CycTaBaxX KHCTE€H PYK, TOJCHOCTONMHBIX cycTaBax. [Ipm Oonesnu Dabpu, mMpoTEKArOMICH ¢
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UCTUHHBIM CYCTaBHBIM CHHIPOMOM, BO3MOXHBI NPU3HAKH BOCMAJEHUS B JaOOPaTOPHBIX
JNAHHBIX, HO HE TUIUYHO MNpPUITyXaHHE TMOPAKEHHBIX CyCTaBaX M HE TUIUYHA YTPEHHSA
CKOBaHHOCTb, KaK MPU PEBMATOMIHOM apTPUTE U ocTeoapTpose [3].

B xnmHnyeckoit kapTuHe kKiaccuueckoi ¢opmbl BD ocoboe 3HaueHHE HMEIOT
NaToJIOTMM  cepAana M Haubojee 4YacTo M3 HUX BCTpeYaercs TUnepTpoduueckas
KapJIMOMHONATHUS JIEBOTO Kelyaouka (y BCeX MalMeHTOB crapie 45 Jer), TUCPYHKIUU
KJIAallaHOB U HapyllE€HUE NPOBOAMMOCTH [5]. I'mmormapo3 pas3BUBaeTCs M3-3a KyMYJSILHMH
TNIMKOC(UHTOUINIOB B MOTOBBIX kene3ax. [lorooTaenenue Hapymaercs yXe B JETCKOM
WIK TOAPOCTKOBOM Bo3pacTe. IIpm 3TOM HecrmocoOHOCTh OpraHM3Ma OXJAJAUTHCA IMyTEeM
BbIIEJICHUS TI0Ta O0YCIOBINBAET HENEPEHOCUMOCTD Kaphbl.

Boeigenstor knaccudeckuit (paHHHWI) W aTHUNWYHBINA (ITO3JHUIA) BapHaHThI JaHHOM
6one3nu. Knaccuyeckuii BapuaHT MPOSBISETCA C JIETCKOIO BO3pacTa U y JIMI[ MY>KCKOTO
10J1a, XapaKTepU3yeTcsi OBICTPHIM MPOTPECCUPOBAHUEM M MOPAKEHHEM >KU3HEHHO Ba)KHBIX
BHYTPEHHUX OpPIaHOB C OCJIOKHEHUSIMHU, HECOBMECTUMBIMU C KU3HBIO [6]. B nanHOM citydae
BBISIBJIIIOTCS. HOHCEHC MYTAllUH JIMOO MUCCEHC MYTAaIlH, KOTOPBIE IPUBOJAT K IOJIHOMY HITH
YaCTUYHOMY OTCYTCTBHIO aKTUBHOCTHU (pepMeHTa o-rajakro3ugasbl A. Ilo3aHuii BapuaHT B
OCHOBHOM TMOpa)KaeT CepAlle U BbI3BaH MHcceHC Mytarusamu p.N215S, p.F113L u
IVS4+919G>A ¢ coxpaneHneM ocTaTouyHOM akTuBHOCTH ¢epmenta ol A [7]. Brumy
3HAYMTEJILHON T€TePOTeHHOCTH 3a00JieBaHMs, B JUAarHocTUKe Oone3nn Pabpu MpUHUMAIOT
y4acTHe MHOTHE CIIELUAIUCTHI: OT Bpauel oOIIel MPakTUKH 10 PeBMATOJIOTOB, HE(PPOIIOTOB,
Kap/MO0JIOTOB, HEBPOMATOJIOTOB, AEPMATOJIOroB, opTanbmMosoroB u JIOP-spaueit.

Ha ceropnsmHMi Je€Hb CYyIIECTBYET creluduueckas MaToreHeTu4yeckas (epMeHT-
3amectutenbHas Tepanus (O3T) Oomesnn @abpu — mnpemapar araicugasa - anbda
(pexoMOMHaHTHAsT 4eJloBedeckas anb(a-rajakro3ujasa) W Ipenapar arajicupaza - Oera
(TpOM3BOAUTCS U3 JIMHUU KJIETOK KUTaickoro xoMsuka). @3T 3amemsiser mporpeccupoBaHue
0one3an Pabpu, 0JTHAKO HE CIMOCOOHA MONHOCTHIO ee u3neunTh. 3T ymydmraer kauyecTBo
KHU3HU OOJIbHBIX, YMEHbIIAET HEHpONnaTHUecKyIo 00JIb, TOPMO3HT MOPaKEHUE Cepllia, MOYeK
u [HHC [8,9]. ®3T coueraeTcsa ¢ NpOTUBOBUPYCHBIMU MpenapaTaMyd U MOXKET MPOBOIUTHCS
Ha ¢oHe paumanu3a npu mnopaxeHuun mnodek [10]. HccrmemoBanmii Ha TeMmy pasHHIIBI
3¢ (HEeKTHBHOCTH MpENapaToB arajicuaasa - ajabda U araicujaasa - 6era Takke HeIOCTaTOYHO.
OTKpPOBEHHBIX PA3MUUUN MEKAY HUIMU HaMH He 0OHapyxeHo [11].

Leas wuccaenoBanusi - BrepBele B PecnyOnuke Kaszaxcram mpoBectu
PETPOCIIEKTUBHBIA U TMPOCHEKTUBHBIN aHaMW3 ciaydaeB Ooje3nn Dabpu, HaXOASAMMXCA HA
neyennu B HUMK u Bb M3 PK.
3amaun ucciaeqoBaHus:

1. Omnucarp kIMHUYECKHE ocoOeHHOCTH Oosie3Hn Pabpu B KazaxcTaHCKON mOmyssiuu

MAIMEHTOB.

2. BoIsBUTH Benylre CUHAPOMBI B TEUEHUH KJIACCHYECKUX U aTUITHYHBIX (POPM.

(98]

O1EeHUTh MEPEHOCUMOCTh (DEPMEHT-3aMECTUTENILHON TepaItH.
4. IloBBICUTH OCBEIOMJIEHHOCTh U HAaCTOPO’KEHHOCTh Bpadyeil BCEX CHEIUAIBHOCTEN 110
b®.
Marepuaabl W MeTOAbl HccaenoBaHus. [IpoaHanu3upoBaHOl8 KIMHUYECKUX
ciy4aeB marueHToB, noxydasiux jgedeane B HUWK u Bb ¢ 2019 mo 2022 rox (tabnwuma 1).
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B

quarHoctTuke b® nOpUMEHATUCh CKPUHMHIOBBIC, KJIMHUYECKHE, J1a0OpaTOpHBIE,

MOJICKYJIIPHO-TCHETUYCCKHUEC, WHCTPYMCHTAJIBHBIC MCTOAbI HMCCICAOBAHHUA: BBIABJICHUC IIPpH

oOparieHru TMalueHTa ¢ UMEIOIHUMHUCS Kajno0aMu K Bpauy W myTeMm auddepeHnranbHon

JUArHOCTUKM BBbIACHACTCA HAJIM4YUC 3a6OJIeBaHI/IH;

I[I/IaJII/BHBIf/i CKPUHUHI' BBISBJISCT

3a0ojeBaHMe TpU TpoBelneHHHM uanu3a y OonbHbIX ¢ XbBII; cemeilHBI CKpUHUHT

MMPOBOAUTCA IPHU BBISIBJICHUH Y OAHOTO U3 YJICHOB CCMbU MMOATBCPKACHHOTO JHArHO3a b®.

Tabnuna 1 -KnnHnveckas XxapakTepucTHKa MAIMEHTOB

Kommge | XK M Cpennnii | CpennuiibB | MeTton BeIsIBIIIEMOCTH O0se3Hn Padpu
CTBO BO3pacT | o3pact
MaIUEHT ITocranoBk | Jlmamusnerii | CeMeiHBINH IIpu
OB W IMarHo3a | CKPHHUHT CKpUHUHT | 0OpaIlieHu
u
18 7(39%) | 11 (61%) | 47 (muH. | 42 (MuH 3 (17%) 14 (78%) | 1(5%)
21, makc. | 19, wmakc
69) 68)

MOHGKyanHO-FeHeTI/I‘ICCKI/IC METOAbI HCCIICAOBAaHUA BKIOYAIN:

1.

Omnpenenenne akTuBHOCTH (pepmenta o-I'A B cyxux msaTHax kpoBu — DBS - meron,

Jost

MHTEPIPETAIMH YUYUTHIBATIOCH, YTO, JIJISI MY>KUYUH JaHHBINA aHainu3 OynaeT nH(OpPMAaTHBEH,

KOTOpbI€ BBICYIIEHb Ha (UIBTPOBaJIbHOW Oymare WM B JIEMKOLUTaX KPOBH.

y JKEHIIIMH MOKa3aTellb MOXKET ObITh B HOpME [ 12].

MonekynsapHO-TeHETUUECKOE HCCleoBaHue JJis BbisABIeHUs Myrauud reHa GLA.
MyTaiuu BBISBISUIMCH METOJOM CEKBEHUPOBAHHSA SK30HOB U MPHUIK30HHBIX YYaCTKOB
UHTPOHOB 110 CarHepy (MeToa 0OpbIBa LIETIN).

Onpenenenne koHueHTpauu Lyso-GB3 B msATHaxX BBICYIIEHHOW KPOBH WIIM ILIa3Me.
[Ipouenypy mnpoBomaT 10 Tepanuu s ONpeleTIeHUs
KOHIEHTpAallMd W B TEUEHUE TEepanuM, HCIONb3ysd Kak Mapkep 3hdexTuBHOCTH

Hayaja H3HAYaIbHOU

MpOBOAUMOTO JieueHus [ 13].
Pe3yabTaTsl. B nanHoii paboTte ObLTH MPOAHANTU3UPOBAHBI KIMHUUECKUE MPOSBICHHS

6one3nn Pabpu y 18 mamuenros, nomydaBmux jedyenne B HUMK u Bb. Myxckoit mon
npeoOnamaer Hanx keHCkuM (11 manmenToB Myxkckoro mona (61,1%) u 7 manueHTOB
xkeHckoro mona (38,9%)). Cpennuii Bo3pact maueHToB coctaBui 47 jieT (pUcyHoK 1).

N

20-24 net 25-29 net 30-34 roga 35-39 net 40-44 ropa

45-49

50-54 55-59 60-64 65-69

" Yucno naymeHToB
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Pucynok 1 - Pacnipenenenre nmaiueHTOB MO BO3pacTy HAa MOMEHT MOJATBEPKACHUS TMarHo3a.

Cpenu oOcnenoBanHbix Obuto 3 mpobanma (17%), y KOTOPBIX  BBISIBUJIN
natonorundeckre myranuu Ha b® B auanu3HbiX nentpax, y 14 (78%) mauueHTOB nuarHo3
ObUT TOCTaBJICH HAa OCHOBAHMU CEMEHHOT0 CKPUHHMHTA Yy POJCTBEHHUKOB IHATM3HBIX
MalKUeHTOB, OJHOMY TanueHty (5%) BeicTaBieH AuarHo3 b® Ha OCHOBaHMM KIMHUYECKOU
KapTUHBl BO BpeMs HaxokJIeHus Ha crauumoHapHoMm Jseuenun B HUMK u Bb M3 PK.
Menuana Bo3pacTa K MOMEHTY IMOJTBEpPKACHHS auarHo3a OoniesHu Pabpu cpenu Bcei
BBIOOpKH cocTaBuiia 42,2 rona. Y BceX MalMEHTOB MOATBEPKICHUE AUArHO3a MPOBOIMIOCH
MyTeM MOJIEKYJSIPHOT€HETUYECKOTO uccienoBanus. Y 12 mamnuentoB (66,6%) 3aboneBanue
Obu10 AuarHoctupoBaHo 10 40 jet. ¥ 6 mauuentos (33,3%) 3a0oneBanue NposBUIOCH MOCIIE
50 neT xu3Hu.

VY Bcex manueHTOB ObUTM OOHapyXeHbl pasnuyHble myTauuu reHa GLA. VYV Bcex
MAIMEHTOB  MY)XCKOTO TOJia  3apeTUCTPUPOBAHO CHW)KCHHE AaKTHBHOCTH  ajbda-
rajlakTo3ujasbl. Y 4 TMalueHTOB-KEHIIMH YypPOBEHb JTaHHOTO (EPMEHTAa OCTaBajics B
npezeNax JTOmyCTUMOW HOPMBL Jlnarno3 6one3nn Pabpu momo3peBalics y MAIMEHTOB IPH
HAJIMYUM  XapaKTepHbIX KIMHUYECKUX TMposiBieHud. B Tabmune 2 mnpeactaBieHb
KIIMHUYECKHE MPOSIBICHUS y MAlUEHTOB ¢ 0oJe3Hbpi0 Padpu.

Tabmuma 2 - PacnpocTpaHeHHOCTh KIIMHUYECKUX TPOSIBICHUH 60s1e3uu Dadpu.

No Knununueckoe nposiBineHue O6miee Yacrora cpeau| Yacrtota
KOJINYECTBO MYKYHUH cpeau

JKEHIIMH

1 CycTaBHOU CHHIPOM 14 (77,7%) 9 5

2 AHTMOKEpaTOMBI 14 (77,7%) 8 6

3 [Topaxxenue cepaua 12 (66,6%) 8 4

4 Cunnpowm Peiino 2 (11,1%) 1 1

5 [TopaxeHre HEpBHOW CHCTEMBI 13 (72,2%) 8 5

6 [TopaxxeHue noyex 9 (50%) 5 4

7 ['unorunapo3s 12 (66,6%) 8 4

8 Buxpesas kepatonatus 2 (11,1%) 1 1

CycraBHo#i cuHpoM omnucaH y 14 u3 18 mamuentoB Bo Bceit BeiOopke (77,7%). ¥V 11
YeJIOBEK MMOCTaBJIEH AMAarHo3 MOJNapPTPAITruy, y 3 — NOJIUApTPAITHUH COBMECTHO C OCCAITHEN
n muanruen. IIpym 3ToM M3 AAHHBIX CllydaeB 5 MAlMEHTOB JKEHCKOIO IoJIa U 9 ManueHTOB
Myxckoro nona. OnuH u3 HanboJee paHHUX CUMITOMOB — aHTHOKEPAaTOMBI — onucaH y 14
narueHToB (77,7%), u3 Hux y 11 manMeHTOB aHTHMOKEpATOMBI ObUIM €IUHUYHBI, a Yy 3
HaOJII0AaNCh TUCCEMUHUPOBAHHO TI0 BceMy Teny. [1o maHHOMY MpHU3HAKY MY>KCKOM I10JI TakK
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ke mpeoOnaman (8 mMarMeHTOB-MYKYMH W 6 TaluMeHTOB-keHIuH). [lopakeHue cepaia
Habmonanock y 12 manuentoB (66,6%), cpenn HUX 8§ — MYKCKOTo mosia U 4 — KEHCKOTO
nosia. Cpeny HUX runepTpodust IEBOTo KeayI0uKa cepAlla uMesach y 7 MaliueHToB, IOMUMO
9TOro, BBIABIEHBI 1 ciay4yall »KelylO4YKOBOM SKCTPAaCUCTOIMM, 4 ciydas MUTPaJIbHOU
HEJ0CTaTOYHOCTU C peryprurauuei 1 cremenu, 1 cimyuyail aopTaabHOM HENOCTATOYHOCTH C
peryprutanueil 1 cremenu m 5 ciayyaeB apTepuaibHOW THUIEPTEH3MM 3 CT., puck 4. Bce
Cllyyad MOPAXEHUS ceplilia TIIATEIbHO W3YYAINCh HA MPEAMET CIEHU(PHUIHOCTH MOPAKEHUST
npu b® ¢ yuerom KoMOpOUIHOW cepaedHO-cocyaucTor maronoruu. Cunaapom PeiiHo Obur
onpezeneH y 2 nauueHToB (10,5%), y oAHON KEHIIUHBI U OJTHOTO MYXXYHHBI.

Ha pucynke 2 mpexncraBieH rpaguk 4acTOThl BCTPEYAEMOCTH CHUMITOMOB OOJIE3HU
®abpu. Kak BugHO M3 pHiCyHKa 2, HEpBHas cucTeMa OblIa 3aTpoHyTa y 13 manueHToB
(72,2%), y 5 xeHmMH ¥ 8 MYX4HMH. Y § MalMEeHTOB 3aperuCTPUPOBAHO MPOSBICHUE
MOJMHEUPOINIaTUM B BHUJIE AKPOIAPECTE3Ui, B 5 CiydasX NOCTABJIECHA JUCUUPKYJIATOPHAS
sHIedamonaTus W B | cilyyae BBISBIEHBl KOTHUTHBHBIC HapymieHus. Y | maruenra
npounsouuio panHee OHMK no umemuueckomy Tumy.
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Pucynok 2 - YacTora BcTpeuyaeMOCTH CUMIITOMOB 00s1e3Hu Dadpu

[Mopaxxenue nouexk oOHapyxkeHo B 9 u3 18 cmyuaeB (50%), u3 Hux 4 mamueHnra
JKEHCKOI'0 T10J1a U 5 MAlUEeHTOB MYKCKOIO I10j1a. Y BCeX MAalMEHTOB AquarHoctupoBana XbII
1-5 craguii. T'unoruapo3 BeisiBieH y 12 manueHToB (66,6%), cpean HUX & MyX4uH U 4
JKEHIIUH. BuxpeBas keparomaTusi AuarHocTupoBaHa B 2 ciydasx (11,1%) y 1 mamuenra
MY>KCKOTO IoJ1a ¥ | manueHTa »KeHCKOTro IoJIa.

AHanmM3 pacnpoCTPaHEHHOCTH KIMHUYECKUX MPOsBICHUN mpu Oonesnn Dabpu B
CPaBHEHHUHU C KJIACCHYECKOM M aTUMUYHOM (PopMaMu MPOJEMOHCTPUPOBAI HAIMYUE BCEX
XapaKTEPHBIX TMPOSBICHUN Yy TMAlMEHTOB C KJIACCHYECKOW (GopMOH, B TO K€ BpeMs NpH
aTUNU4HOI popme cycTaBHOU cuHApoM BeTpeuaics B 71,4 %, anrunokepatomsl B — 71,4 %,
nonuHeiponatust — B 69,2%, I'JDDK — B 75 %, XBII — B 77,7%, runoruapos — B 75% (Tabnuma
3).
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Tabmuma 3 - PacnpocTpaHeHHOCTh KIMHUYECKUX TPOSBICHHM TPH KJIACCHYECKOW U
aTunuyHou popmax bd.

Ne Benymue cuaapombl Kiaccnueckas Atunuunas popma
dopma n=3 n=15

1 CycTaBHOW CHHIPOM 3 (100%) 11 (73%)
AHTHOKEpPaTOMBI 3 (100%) 11 (73%)

3 [Honuneiponarus 3 (100%) 10 (66%)
(axpormapecre3nn)
l'uneprpodust neBoro xemynouka 3 (100%) 9 (60%)

5 XBII 3(100%) 6 (40%)
['umoruapos 3 (100%) 9 (60%)

Taxke OBUT TpPOAHATM3MPOBAH KOMOPOMIHBIA (DOH: TMALMEHTHI C apTepUATBLHOU
runepreH3uei (B T.4. cumnroMatudeckoi) — 5 (27,7%). IlanueHtsl ¢ caxapHbIM quadbeToMm (B
T.4. HapyLIEHUEM ToJiepaHTHOCTH K ritoko3e) — 2 (11,1%). Ilanuentsl ¢ rematutom — 1
(5,5%). MMaumentsr ¢ UBC — 1 (5,5%). 16 mauuveHTOB MONy4yarOT HA JAHHBII MOMEHT
dbepmeHT - 3aMecTUTeNbHYIO Tepanuio (88,8%). M3 Bceli BEIOOpKHM 2 mandeHTaM Ha3HadyeHa
araiicujgaza Oera, 14 mTanMeHTOB MNPUMEHSIOT arajicuaaszy ambda. OpHa marueHTka ¢
xpoHudeckuil renatutoM B nomydaetr @3 T BMecTe ¢ MPOTUBOBUPYCHBIMH MTPENapaTaMu U €€
COCTOSIHHE YJYYIIUIOCh. Y JBYX MAaIllMEHTOB Habmomanack HenepeHocuMocts ®3T B BUIe
MH(}Y3MOHHON peakluu: y OJHOTO MalMeHTa Ha arajicuaasy-aibda, y OJHOTO Ha arajcuaasy
— Oeta. H(y31OHHBIE peakIy B BUJE JTMXOPAJT0UYHOT0 03HO0A, TPEMOpA, TOIIHOTHI U PBOTHI
npom3onuid Ha 4-5 wuHQY3UM, HE CMOTpPS HA TNPEMEAUKALUIO JeKCAMETa30HOM. OITO
noTpeOoBajio TMepeBoja UX COOTBETCTBEHHO C arajcujasbl Oera Ha arajicujaasy aibda u
HaobopoT. Kpatkocpounas sdextuBHOCTs npumenenuss @3T B Tteuenue ot 3-12 mecsien
JIEMOHCTPUPYET OTCYTCTBUE OTPULIATEIHHONW KIMHUYECKOW JWHAMUKH 3a HaOJI01aeMblid
MepHoI.

Obcy:xxnenne. Takum o6paszom, bd Moxer uMeTh pa3IUYHBIC KIMHUYCCKHE
MPOSIBIICHUSI C MOPAKECHUEM IOYEK, HEPBHOM, CEPACYHO-COCYIUCTON CHUCTEMOM, CKEJIETHO-
MBIIIEYHBIMU U KOKHBIMH TPOSBICHUSAMH. 3a CUET OOJBIIOro pa3sHOOOpasusi KIMHUYECKUX
nposiBiieHu#, Oone3sHp Pabpu MOXET OMMOOYHO JHAarHOCTUPOBATbCS KaK HWHBIC
pEeBMAaTOIOTHYECKHE 3a00IeBaHUS.

[lepBocTeneHHOe 3HaYeHHE s HalIed paboThl MPEACTaBIsIeT HATMYUE Y MAI[EeHTOB
KOCTHO-MBIIIICYHBIX MPOSIBIICHUSX CYCTaBHOTO cuHipoMa. Cpeau 18 ciryyaeB oH onucan y 14
narueHToB (77,7%). Takoi BBICOKHI MPOLIEHT BCTPEYaEMOCTH CYCTaBHOTO CHHJIPOMA CBSI3aH
¢ HaOJIOJCHHEM TMallMEeHTOB MPEUMYILECTBEHHO BpadyaMH PEBMAaTOJIOTMYECKOTO Mpoduis, U
COOTBETCTBEHHO, 0oJiee AeTaabHO COOMpPAaEeMbIM AaHAMHE30M U JIyUIIeH BBISIBISIEMOCTBIO STHUX
nposiBeHuii. OHako B uccienoBanuu poccuiickux yuensix C.B. Moucees, [1.11. HoBukos,
H.M. bynanos, A.C. Moucees, E.A. KopoBymkuna, B.B. ®omun ot 2018 roga [3] ykxazaHo,
9TO CYCTaBHOM cuHApoM HaOmonancs y 6 u3 82 mnanueHtoB (7,3%), NPOSIBISSICH
XapakTepHbIMU OOJSIMHM B CYCTaBax, JIMXOpaakoil u mosbimieHneM COD, 4To yKa3bIBaeT Ha
BaprabenbHOCTh JAHHOTO CHMIITOMA B PA3IMYHBIX MOMYJSAUAX. B TOM ke ucCenToBaHUH
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paccMmarpuBaeTcsi BOIpoc o noucke OoniesHun Pabpu B cliydyasx CyCTaBHOTO CHHIPOMA C
JIUXOPAJAKON HESICHOTO MTPOUCXOXKACHUS [3].

[IpencraBieHHbIi HUKE KIMHUYECKHMM CJIydall mMalyMeHTa C  BBICTABJICHHBIM
MpeABApPUTENIbHBIM JTMAarHO30M pPEeBMATOUIHBIM apTpur PA jaeMoOHCTpUpyeT BakKHOCTh
g hepeHIMaTbHON TUATHOCTHKU CYCTaBHOTO CHHIIPOMA U KOHCY/IBTAIIMA PEBMATOJIOTa HA
npeaMeT NpuduH 0oJiell B cycTaBax.

[MaruenT 56 ner, MyXuuHa, XanoObl Ha 00X B OOOMX KOJIGHHBIX CYCTaBax,
YTPEHHIOI0 CKOBAaHHOCTH B JTy4e3aIsICTHBIX CYCTaBaX, FOJIOBHbIE OOJIH, IIyM B YIIaX, YyBCTBO
OHEMEHUS Ha HWKHUX KOHEUHOCTSX U 001yt ciadocTth. [Tocie oOpamieHus k Bpauy obmiei
MIPAaKTUKH, HA OCHOBAHWM APTPAITUid, CHMMETPUYHOCTH MOPAXXKEHUS!, YTPEHHEW CKOBAaHHOCTH,
cepo HeratuBHOCTH, yBenmmueHus CPBb no 6,7 Mr/mMa Obul BBICTaBJICH IEepPBOHAYAIBHBIN
JIMaTHO3  «CEPOHETATUBHBIM PEBMATOMIHBIA TOMUAPTPUT» 0O€3 UETKUX KPUTEPUEB
PEBMATOUHOTO apTPUTA, OTCYTCTBHUS XapaKTEPHBIX U3MEHEHUN Ha peHTreHorpaduu B BUIE
3PO3UBHOIO MopakeHus. PeBMaTosior, ¢ y4eToM OTCYTCTBHUSI JUArHOCTUYECKUX KPUTEPUEB
PA, nHanuuus anruapasza, HaJAU4Msl y MalMeHTa aHTHOKEPAaTOM, aKpOMapecTe3uid, KOTOPhIE
ObUTM TIPUHATHL 3a APTPUT, CEMEMHOr0 CKPUHUHTA C OOHapy>KEHHEM UJieHa CeMbH Ha
3aMECTUTENIBHON IMOYEYHON TEpanuy C JaJbHEUIIMM MOATBEPKACHUEM INO3UTHBHOCTH IO
HaJIU4UIO TeHeTHudeckux wmyrtanuid Ha b®d, numarno3 PA Obun1 casat B moas3y b®d. Bcee
CKEJIETHO-MBIIIECYHbIE W HEBPOJIOTMYECKUE TNPOSBICHUS PACLUEHEHbl Kak MnposiBaeHus bd.
15.03.2021 roxa 6wu1 moctaBieH quarao3 b® u HazHAYEHO JIeueHHe araicua3oi anbda.

B xnmHnyeckoit kapTuHe kKiaccuueckoi ¢opmbl BD ocoboe 3HaueHHE HMEIOT
natoyorusi cepaua. [lo manaem uccnenoBanus Mapu H. Illemapn [5] u3 GonbHuiel «Royal
Bromptony, Jlonaon, Benukoopuranusi, 60% 60apHBIX ¢ Kilaccuueckoir hopmoit B nmerot
MATOJIOTUYECKUE W3MEHEHHUsI cO CcTopoHbl cepama B Buae [JDK, rumeprpoduueckoii
KapAHMOMHUONATHH, TUCGYHKIIMN KJIalaHOB M HapyIlIEHUs MpPoBOAMMOCTU. B uccnemyemoii
BBIOOpKE TOpakeHue cepaua Habmoganoch y 12 manueHtoB (66,6%), 4TO MpakTUYECKH
CXOXe ¢ pe3ynbTaToM uccinenoarens u3 Jlonnona. IIpu 3ToM BakHO NpOBECTH TIIATEIBHYIO
muddepennmanbayto quardoctuky ['JDK m Hanuume runeprpoduyeckor KapauOMHOIIATHH
Opu  Jpyrux Kapauojormueckux 3aboneBanusx: WMBC, aprepuanbHOl TUNEpTEH3HH,
HaCJIeICTBEHHON CeMeiHON TunepTpohuiIecKoil KapaAuoMHUonaTHe [5].

Tak, ogHMM ©3 KEHCOB B HaIIeM WCCIEAOBaHUU Obla MalueHTKa 64 Jer ¢
noabemamu A/l no 220/110 mm. pt. cr. U3HayansHO, B heBpane 2021 rona oHa jeynnach ¢
muarHo3om MUBC, XCH ®K2, AT" 3 craguu puck 4. B mae 2021 . cnana aHanu3bl Ha O0JIE3Hb
®abpu w gumarHo3 mnoaTBepawmics, Ouomapkep lysoGB3 B Hopme. Ilo pesyapTaTam
nHcTpyMeHTaTbHBIX HccnenoBanuil (OKIT u OxoKr) - ['JIDK, auactonmueckas auchyHKIUS
JOK mo 2 tumy, veGonpmas aunaranus JIII, ynmotHenue aopthl. JIaHHBIA KeiC HArJsSIHO
MOKa3bIBAET BCIO CIOXHOCTh aupdepenunansuoi auarHoctuku mMexnay [JDK mpu Al u
I'JDK npu 6one3nn Pabpu, Koraa MexIy NMEpBbIM U OKOHYATEIHHBIM JHArHO30M MOXKET
npoiitu Oomee 4 wMecsaueB. OKOHYATENBHBIM JUATHOCTUYECKUM HHCTPYMEHTOM JUIS
noatrBepxaeHus stuonorun ['JDK sasnstorcss MPT ¢ cepama ¢ ragonuHueM u Ouoricust
MUOKap/ia, TJA€ MOXHO OOHAapyKUTh Haluyue cyOctpaTa B BUAE  OTJIOKECHHS
rIo0oTpuasmiIepaMuion [5,14].
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K omanMm u3 panHMX mnpu3HakoB 0oje3Hn Pabpu OTHOCUTCS MOpaKCHHE HEPBHOM
CUCTeMbI, KOTopoe HabOmoganock y 13 mamuentoB (72,2%). IlpenMyiiecTBEHHO 3TO
MpOSBISJIOCHh — MOJUHeHponatuel, T.e. HapylmIeHHEM YYBCTBUTEIbHOCTH, IKI'YUHUMH
aKpomnapecTte3usiMi. Y OJIHOrO TMalMEHTa MPOU3O0ILUI0 OCTPOE HAPYIIEHHE MO3TOBOTO
KpOBOOOpAIICHHS IO MIEMUYECKOMY THIY. Takoil ypOBEHb BCTPEUAEMOCTH OOCYXIAJCS B
aHAJIOTHYHBIX CTaThsX YyudeHbIX Poccuiickoir ®enepaumu E.M. Kumensdennna, E.A.
Konsuosoii, B.B. I'ynkosoii, JI.B. Ctaxosckoii [15]. K npumepy, B uccienoanuu ot 2020
roJia MPUBOJATCS JaHHBIE, YTO MMATOJIOTUs HEPBHOM cucTeMbl BeTpeuanack B 80% ciydaeB u
y MYXKYMH, U Yy OKeHIIUH. CaMbIM SpKUM KIMHUYECKUM TMPOSIBICHUEM BBICTyIajia
HeWpornaTuieckass 0O0Jib C BBIPAKEHHOCTHIO OT aKpomapecTe3uid, 10 HeWpPOmaTHYEeCKUX
KpHU30B, a TaKKe CTpajajla MOBEPXHOCTHAs UYYyBCTBUTEIBHOCTb. TaKe YKa3bIBae€TCs, UTO
HEHPOIMATUYECKHE KPU3bl HHOT/IA MOTYT COMPOBOXKIATHCS OONBIO B CYCTaBaX, MOBBIIICHUEM
COD u IUXOopajaKoid, YTO MOKET MPHUBOJUTH K OMUOOYHBIM nuaraosam [15]. CroxHOCTh B
BOIIPOCE JAHHOT'O CHUMIITOMA 3aKJIIOYAaeTCsl B TOM, YTO €ro JIEKO CIIyTaTh C CYCTaBHBIM
CHUHIPOMOM BHU3YQJIbHO. Y BBINIEYKa3aHHOTO manueHTta 6one3nr dadpu Oblia BHISBICHA B
2021 romy B Bo3pacte 59 ner. Ee Oecmokomnu 0o B KOJEHHBIX, JIYYE3aIlsICTHBIX H
JIOKTEBBIX CyCTaBax, OOJM B TOsICHUIIE, Oonmm B 0OJacTH cepila, TOJIOBHBIE 00w,
noBbimeare AJl mo 160/100 mm.pt.cT., ObicTpas yromisieMocTh. bomee 10 ner crpamaer
apTepuanbHOU runiepTeH3uei. bonesar @adpu OblIa BBHIABICHA y POJHOTO ChIHA MAIIMEHTKH,
cama oHa Obuta obcnenoBana B jaekadpe 2021r. — rerepo3uroTtHas mytamus B rene GLA.
BusyanpHo nedopmanuu cyctaBoB He Oblia, TOJBKO MECTHAs THUIEPEMHUs KOJCHHBIX
CyCTaBOB U JIOKaJIbHast 00Jie3HEHHOCTh. OIHAKO, YTO Ba)KHO, HA PEHTreHOorpaduy HUKAKOU
KOCTHOCYCTAaBHOI MaToJIOrHMH He ObLI0 BbIsiBIEHO. TakuM o0pa3om, 00JHM B CycTaBaX MOTYT
OIIMOOYHO TPAKTOBATHCS KaK MPOSBICHUE CYCTAaBHOTO CHHIPOMA, XOTS HA CAMOM Jelie 3TO
JIOCTaTOYHO PACIpPOCTPAaHEHHOE NpPOsIBIEHUE WMEHHO Heuponatuun [8]. Ilomumo storo,
TNIMKOJIMIKABI MOTYT HaKalluBaThcd MW B mapeHxume mnodek. [lopaxkeHue mouek
HaOmoganocb 'y 9 wm3 18 mamuentoB (50%). B MHOTOYMCICHHBIX HCCIIEIOBAaHUSX
3apyOeKHBIX YUEHBIX MAaTOJOTHS MOYEK SBISETCS OJHUM U3 Haubojee paclpoCTpaHEHHBIX
nposiBienuit Oonesnn ®abpu. Hamm paHHBIE COOTBETCTBYIOT MHUPOBBIM JAaHHBIM U
cocTaBUiIM Takxke okono 50% mnanueHToB, KoTOpeiM auarHoctupoBaHa XbII, CK®
cocraBuia ot 110 MI/MUH mpU HANWYUK aTbOYMUHYPUH, MUHUMAIBHOTO HE(DPUTHIECKOTO
CUH/IpOMA, 2 MUHUMAJbHAS - 5 MJI/MUH, TEPMUHAIIbHASL CTAUsl IOYSUYHON HEJOCTATOYHOCTU
HaOmonganach y 3-x marnuenTtoB, Haxomsmuxcs Ha 3IIT. Hedpomatuss mepBoHauyanbHO
MPAKTHYECKH Yy BCEX MAIMEHTOB MPOSIBIUIACH aTbOyMHHYpHEH, 0€3 SpKOW KIMHUYECKOU
KapTUHBI 1 HEU3MEHHO MPOrpPecCHpoBalia CO BpEMEHEM, B YACTHOCTH MPUBOIUIIA K PA3BUTHIO
y MaIMEeHTOB BTOPUYHON PEHAIbHON aHEMUU U BTOPUYHOW apTepHabHON TUIepTeH3UU. Y 2
MAIMEHTOB HA MOMEHT BBISBIICHUS YK€ OblIa mocraBiieHa TepMuHanbHas cragust XbI1 (CK®
9 1 5 MJI/MUH COOTBETCTBEHHO).

BoiBoabI:

1. JluarHo3 b® y 17% Obln BHICTaBlIEH Ha OCHOBAHWH JUATM3HOTO CKPUHHHTA, y 78% Ha
OCHOBaHUU CEMEMHOT0 CKPpUHUHTA, Y 5% - IpHU 0OpaIieHuu.

2. Ilpeobnagaror atunuunbie Gopmbl 15 maumentoB (83%), kmaccuyeckue (opmbl — 3
nanuenta (17%). Ilpu xnaccuueckod Qopme — Beayllue CHHIPOMBI: CYCTaBHOMU
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CUHPOM, TIOPAKECHHE CepJIla U MOopakeHue movyek Hadmogamuch y 100% marueHToB.
[Ipu atunuuHoit gopme — BeaylIMe CHUHIPOMBI: B BHIE CyCTaBHOro cuHapoma 73%,
arauokepatoM 73%, nonuHerponatuu 63%, nopaxenue cepaua 60%.

3. DBospmias BBISBISEMOCTb CKEJIETHO-MBIILIEYHBIX POSIBJICHUN B BUJIE apTpaJIrMii, MUAJITHH,
Occalruii CBs3aHa C BEJICHUEM IMAlUEHTOB ¢ Ooie3HbI0 Dabpu peBMaTOIOTaMH.

4. 16 nmauuentoB (89%) nmarumentoB nosydaroT O3T, w3 Hux 14 mauumentoB (87.5%) —
arancunasy anbda, 2 manumenra (12.5%) arancumazy Oera. Y IOBIETBOpPHUTENbHAS
nepeHocumocth - 14 manuentoB (87.5%). Wudy3uonnsle peakuuu — y 2 HalUEHTOB
(12.5%), u3 Hux 1 - nepexstoueH Ha arajicuaa3y — anbda, u 1 mepexiIoueH Ha arajacuaaszy
Oera.

5. Huskuiéi mpoueHt sguarHoctukn b® mnpu  oOpamieHun  0oOyCIIOBIIEH  HHU3KOM
OCBEZIOMJICHHOCTBIO MEIUIIMHCKUX paOOTHUKOB 00 opdaHHBIX 3a00JE€BaHUSAX U
cumnromax b®, yTO NPUBOAUT K MO3MHEW IJUArHOCTHUKE, Pa3BUTHIO OCJIOKHEHUH,
CHUKEHUIO Ka4eCTBa KM3HU, COKPAILICHUIO MTPOJIOJKUTENBHOCTH U JIETAJIbHBIM UCXO/IaM.

6. Pe3ynpTaThl JAaHHOTO KCCIENOBAHUS CHOCOOCTBYIOT YIYUIICHHIO PAaHHEW IHMArHOCTHKHU
b® u moBeIIIAIOT HACTOPOKEHHOCTh Bpayeil BCEX CIEIMAIBLHOCTEH MO OTHOIIEHUIO K
TaHHOMY opdaHHOMY 3a00JICBAHHMIO.

bonesnp ®abpu — opdanHHOE HACIEACTBEHHOE 3a00JIeBaHUE. Kmmanaeckas

MYJIBTUCUCTEMHOCTh 3aTPYAHSIET JTUAarHOCTHKY JaHHOro 3a0oneBaHusi. B PecmyOnuke

Kazaxcran Oonee mATH J€T MPOBOASATCS AKTHUBHBIC KIMHUYECKHE HCCICIOBAHUS TIO

BbIsIBIIIeMOCTH  OonesHn @abpu M oOpa3oBaTelbHBIE MNPOTPAMMBI 110  MOBBIIICHUIO

OCBEIOMJICHHOCTH TIpo Oone3nb Palbpu cpeau MEIUIUHCKUX paOOTHHKOB. MTorom »Toi

paboThI, KOTOpasi BeAeTCs Ha 0a3e HAyYHO-HCCIIEI0BATEIbCKOTO HHCTUTYTA KapAHOJIOTHU U

BHYTpPEHHUX OoJjie3Hel crano obHapyxeHue Oonesnn dabpu Oonee, uem y 20 mamueHTOB,

BHEJIpEHA B KJIMHUYECKYIO MPAKTHKY (epMeHT-3amecTuTenbHas Tepanus. I[lepeiii B PK

aHanm3a ciay4yaeB b® MO3BOJUT CHCTEMaTHU3UPOBATH IMOJyYEHHBIE IaHHbBIC, YIYYIIUTh

MOAXOAbl K JHArHOCTHKE M Je4deHuto bd, ynydmuTh OCBEIOMIIEHHOCTh Bpadel B

HEOOXOIMMOCTH MYJIbTHAUCIUIUIMHAPHOTO T0JIX0/1a K mpodsieMaM opgaHHBIX 3a00JICBaHHM,

npenynpenuT QaraabHbIe OCIOXKHEHUS Npu bD, mopakeHHUe OpPraHoB W CUCTEM, YIYULIUT

Ka4eCTBO KU3HU MaLMEHTOB ¢ bD.

KoH(paukT nHTEpecon

MpI 3as1BJ1sIeM 00 OTCYTCTBHU KOH(DIUKTa HHTEPECOB.

Bkaan aBTopoB

PaspaboTtka konneniun — MamikyHoBa Ounbra BacunbeBHa

Hcnonnenue — Adaunbnaes Maxkam [llaknpoBuy

O06paboTka pe3yabTaToB - O01cHOB bepikOait CarbIHFa3bIYIIBI

Hay4Hnast naTepriperanus pe3yibtatoB — bekmamberos JKanar CanaBaToBud
Hanwucanue cratbu — XKymaxkneBa AntoiHait JKapKbIHKBI3bI

3asBnsieM, YTO MaHHBIN MaTephal paHee HE ITyOJMKOBAJCS W HE HAXOAWTCS Ha PACCMOTPEHHH B IPYTUX
M3JAaTeIbCTBAX.

®uHa"ncupoBaHue. OTCYTCTBYET
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KA3AKCTAH PECITYBJIMKACBIHIAFbI ®ABPU AYPYBIMEH
CBIPKATTAHFAH HAYKACTAP/BIH KJIMHUKAJIBIK CUITATTAMACBI.
0.B. MAILIKYHOBA!* M.1II. ABIUJILAAEB!, 5.C. 95JEHOB!, XK.C.
BEKMAMBETOB! A K. )KYMAXHEBA!

IC.I. Achenmusapos ateiamarsl «Kazak YATThIK MeaunmuHanslk YHuBepcuTeTi» KeAK,

AJnMarsl K.
2(Kapauomnorus xoHe illKi aypynap FeUILIMH-3€pTTey HHCTUTYThI» AK, AMaThl K.

Tyiingeme

Kipicne. ®abpu-Annepcen aypybl (DJ]) — peBMaTOJOTHSUIBIK, KapIuOJIOTHSUIBIK,
He(po- KOHE HEBPOJOTHSIBIK TMATOJIOTHSIIapFa YKcac Oenriiepi Oap KeTiMm, ayblp aypy.
CumnromaapablH noaumopbusMi OyJl aypyIdblH OUArHO3bIH aWTaplIbIKTall KUBIHIATAIbI,
JTMArHOCTHUKAJBIK KaTeyep kul jkacanaabl. JlmarHo3 Kow ke3iHae aopirep ®abpu aypybiH
yHemi ecte ycraybl MaHbI3Ibl. COHBIMEH Karap, aypy Ui ©Te KeIl JUarHo3 KONbIIaabl
(cummromaap G6acranranHaH Keiin 10 Hemece o/1aH Ja KOTl KbL).

Maxkcatbi: ®abpu aypybIHBIH eMACTIN JKaTKaH KardaiaapblHa PETPOCTIEKTHBTI XKOHE
MEPCIIEKTUBAIBIK TAAY KYPri3y.

Marepuanaap men daicrep: 2019 xwuman 2022 xeurra aeviin F3U xone B.b.na
emaenren ®abpu aypysl O0ap HaykacTapablH 18 KIWHUKAIBIK JXKaFJaibl HETI3IHAC Tajaaay
Kyprizinai. CKpUHHMHT, KIWHUKAJIBIK, 3€PTXAHAIBIK >KOHE MOJIEKYJISPIIbIK-T€HETHKAIBIK
JMArHOCTHKA OJIICTEPl, COHBIH 1MIIH/E AUANIN3 XKOHE OTOACBUIBIK CKPUHUHT, COHmai-aK a-HA
dbepmentiniH Oencenainiri MeH JIn3o-I'b3 KOHIEHTPAIIMSACHIH aHBIKTAY KOJIIaHBLIIBL.

Horu:kenep: Ilammentrepnin kemmrimiri (61,1%) ep amammap. Oprama xacer 47
&KacTel Kypanabl. JlmarHo3z keOiHece OTOACBUIBIK CKPUHUHI HeriziHae Koubuiamsl (78%
xarmail). GLA TeHiHIH opTypili MyTalMsjapbl aHBIKTAJIbl, HETI3IHEH epieplue o-
rajJlakTo3ujaza OCJICEHIUTITIHIH TeMeHaeyl Oailkanael. KiouWHUKaIBIK — KepiHicTepre
apTUKyISIpablK  cuuapoMm  (77,7% kargaiina), aHrHoKepaToMamap, JKYPEKTiH, >KYHKe
KYHECIHIH )oHe OYHPEKTIH 3aKbIMIAHYbI KaTabl.
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KopsiThinabi: Kazakcranga ®abpu aypybIHBIH AMAarHOCTHKACH aypyAbIH ATHIITI
TYpJiepiHiH 0achiM 0OJTYyBIMEH OTOACBHUIBIK CKPUHHHT apKbLIbI aHBIKTAIAIbI. APTHUKYISPIIBIK
OCNTIepIiH  JKOFapbl OKULIITT OailKanmazpl, ocipece TMalMEeHTTEp PEBMAaTOJIOTTapAbIH
OakputaybiHia OonFaH ke3zie. [lanMeHTTepAiH KOMIIUITi Kakchl TO3IMIUTIKIEH (GepMeHTTI
AJIMACTBIPy TEPANMSICHIH aabl. 3epTTEY HOTIDKEIEPl epTe TUArHOCTHKAHBI KAKCAPTy >KOHE
ACKBIHYJIApABIH JaMybIH OOJABIpMAY KOHE MAIMEHTTEPHIH eMip CYpy CalachlH >KaKcapTy
yiin gopirepiepnin @albpu aypysl Typaibl XaOapAapiblFblH apTTBIPY KaXETTLIIriH
KepceTesi.

Tyiiin ce3gep: ®abpu aypybl, TYKbIM KyaJIalTBhIH aypy, TI000TPHAO3WIIIEPAMU/I,
I000TPHUA03UIIC(HUHT O3UH, MYJIBTIDKYHETIK, arajcuaasa aibda.

CLINICAL CHARACTERISTICS OF PATIENTS WITH FABRY DISEASE IN THE
REPUBLIC OF KAZAKHSTAN.
0.V. MASHKUNOVA'? M.SH. ABDILDAYEV!, B. S. ABDENOV', ZH.S.
BEKMAMBETOV! A.ZH. ZHARQYNQYZY'
1JSC " Asfendiyarov Kazakh National Medical University", Almaty.
2JSC "Research Institute of Cardiology and Internal Diseases", Almaty.

Abstract

Introduction. Fabry—Andersen disease (FD) is an orphan, severe disease that has
similar symptoms to rheumatological, cardiological, nephro- and neurological pathologies.
The polymorphism of symptoms greatly complicates the diagnosis of this disease, and
diagnostic errors are often made. It is important that Fabry disease is always kept in mind by
clinicians when making a diagnosis. Moreover, the disease is often diagnosed very late (10 or
more years after the onset of symptoms).

Objective: To conduct a retrospective and prospective analysis of cases of Fabry
disease under treatment.

Materials and methods: The analysis was carried out on the basis of 18 clinical
cases of patients with Fabry disease treated at the Research Institute and VB from 2019 to
2022. Screening, clinical, laboratory and molecular genetic diagnostic methods were used,
including dialysis and family screening, as well as determination of a-HA enzyme activity
and Lyso-GB3 concentration.

Results: The majority of patients (61.1%) were male. The average age was 47 years.
The diagnosis was most often made on the basis of family screening (78% of cases). Various
mutations of the GLA gene were discovered, mainly in men there was a decrease in o-
galactosidase activity. Clinical manifestations included articular syndrome (77.7% of cases),
angiokeratomas, damage to the heart, nervous system and kidneys.

Conclusions: The diagnosis of Fabry disease in Kazakhstan is most often established
through family screening, with a predominance of atypical forms of the disease. There is a
high incidence of articular symptoms, especially when patients are monitored by
rheumatologists. Most patients receive enzyme replacement therapy with good tolerance. The
study results highlight the need to increase physicians' awareness of Fabry disease to improve
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early diagnosis and prevent the development of complications, and improve the quality of life
of patients.

Key words: Fabry disease, hereditary disease, globotriaosylceramide,
globotriaosylsphingosine, multisystemicity, agalsidase alfa.
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