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AHHOTaNUsA

BBenenue. bone3snr @adbpu — Annepcena (b®) — opdannoe, TsHKEIO IpoTEKaroIee
3a00lieBaHNEe, HMMEIOIIEE CXOKHE CHMIITOMBI C PEBMATOJIOTHYECKOH, KapIuOJIOTUYECKOM,
Hedpo- U HeBposormyeckoil maronoruei. [lomumopdusaM CHUMITOMOB PE3KO 3aTPyIHSET
JIMAarHOCTHKY JaHHOTO 3a00JIeBaHUs, YacTO JOMYCKAIOTCS JWArHOCTUYECKHE OUIMOKH.
Heo6xoanmo, uroObr 60e3np @abpu Bceraa Aep)Kaid B yMe KIMHUIMCTHI TIPU TIOCTAaHOBKE
nuarHosa. bosiee Toro, 3abosieBaHME 4YAaCTO JIUArHOCTHPYETCS € OOJBIIMM OIO3/JaHHUEM
(cmyctsa 10 u Gosiee €T C MOMEHTA MOSABJICHHUS] CAMIITOMOB).

Hean: MPOBECTH PETPOCMEKTHUBHBIN W TPOCIEKTUBHBIN aHAIN3 CllydaeB OOJIE3HU
®abpu, HAXOAAMINXCS HA JICUECHUH.

Marepuanbl 1 MeToAbl: AHalu3 NMPOBENECH HAa OCHOBE 18 KIMHHMYECKUX CIIydaeB
nanueHToB ¢ Oone3znpto @abpu, neuuBmmxcs B HUMK u Bb ¢ 2019 mo 2022 ropsl.
Vcnonp30Banuch  CKPUHUHIOBBIE, KJIMHUYECKHE, JAO0OpaTOpHbIE ©  MOJEKYISIpPHO-
TeHETUYECKUE METO/bl TMarHOCTUKH, BKJIIOYAsl JUATU3HBIA U CEeMEMHBIN CKPUHUHT, a TaKKe
oTpeJieNieHue aKTUBHOCTH epMenTa a-I'A n koHuenTparuu Lyso-GB3.

PesyabraTel: bonbmmHcTBO manueHToB (61,1%) Obutn Myskckoro mnosa. CpeaHuit
Bo3pacT coctaBui 47 ner. JluarHo3 daiie BCEro CTaBUJICS Ha OCHOBAaHUM CEMEMHOIO
ckpuHuHra (78%  cimywaeB). OOHapyxkeHbl pa3nuuHble MyTanuun reHa GLA,
MPEUMYILIECTBEHHO Yy MY)KYMH HaOJI0AaJ0Ch CHUKEHHE AaKTUBHOCTH O-TaJaKTO3UJa3bl.
KnuHnyeckne  mposiBieHHMs — BKIIOYanuM — cyctaBHOM — cuHapoMm  (77,7%  cimydaes),
aHTMOKEPaTOMBI, TOPAXKEHHUE CEPilla, HEPBHON CHCTEMBI U MTOYEK.

BoiBoabl: [/[uarno3 6onesnn ®abpu B Kazaxcrane warie BCEro yCTaHABIMBACTCS
yepe3 CEeMEWHBI CKPUHUHT, C MpeodsialaHueM aTUMUYHBIX (QopM  3a0oseBaHUS.
Habmtonaercss BbICOKass YacToTa CYCTaBHBIX CHMIITOMOB, OCOOEHHO IMpH HAOIIOJAEHUU
MAalUMEeHTOB  peBMaTojioraMd.  BOJNBIIMHCTBO  MAallMEHTOB  NOJy4yaloT  (epMeHT-
3aMECTUTENBHYIO TEPAIMI0 € XOpOUIEW IepeHOCMMOCThI0. Pe3ynbrarhl HccinenoBaHus
MOTYEPKUBAIOT HEOOXOJMMOCTh MOBBIIIEHUS OCBEIOMIIEHHOCTH Bpaueil o Ooneznu dabpu
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JUIS YIYYIICHUs paHHEH JUarHOCTHKH U MPOMUIAKTUKHA PA3BUTHS OCIOXKHCHHH, YITydIICHUs
KaveCTBa JKU3HU MAIUEHTOB.

KialoueBnle  cioBa: Ooonesnr ~ dabpum,  HaclueACTBEHHOE  3a0OJICeBaHME,
rII000TpHAO3UIIIEpaMU], TJIOOOTPHAOZUICHUHTO3UH, MYJIBTHCHCTEMHOCTh, arajcujaasa
anbda.

BBenenne. bonesnr @abpu — opdaHHOE, TPOrpeccCUpyroIiee, HACISACTBEHHOE X-
CIeTIeHHOe 3a0o0JieBaHUe, XapaKTepu3yIolleecss HaKOIUICHHEM TIIHMKO(OoCchOIUNUaoB B
JU30COMax Pa3IMYHBIX KJIETOK BCJEICTBHE MYyTallMM T'€Ha JM30COMAaJbHOrO (epMeHTa o-
raakto3uaassel A (a-I'A). B o6mieit momymnsiiuu pacnpoctpaneHHocTh b® cocrasnser 1:40
000 [1]. I'maBHO¥ B 3THONOTHU Ooyie3HHM Dadpu sBisercs myranus reHa GLA, koropsiid
pacnoyioxkeH Ha X-XpOMOCOME M OTBEYaeT 3a CHHTEe3 o-rajakro3unassl A (a-I'A). B
pe3ysibTaTe MyTallUK CHUKAETCS aKTUBHOCTh JAHHOTO (pepMEHTa U IMPOUCXOAUT HAKOIJIEHUE
TJIMKOC()UHTOJTUTTUIOB, BKJTFOUAst rII000TpHUAo3MIIIICpaMUIa (Gb3) "
rinoborpuaosmichunrosnna (u30-Gb3) B opranax u tkansx [2].

OcHOBHbIE KJIMHUYECKUMHU MPOsBICHUSIMU b® SBISIOTCS: MHOpakeHHe HEPBHOM
cucTteMbl (TIOTUHEHponaTust B BUJE aKpoOIlapecTe3ny, OCTPOe HapylIeHHe KpoBOOOpallieHus
M0 HWIIEMUYECKOMY THUILYy), MOpa)xkeHHe cepaua (TumnepTpodusi JIEBOrO >KeTyaouka ¢
pa3BUTHEM TUNEPTPOPHUUECKON KapAHMOMUOMNATUU, MUCHYHKIUU KIANaHOB M HapyllIeHHE
MIPOBOJIUMOCTH ), MOYEK C PA3BUTHEM TEPMHUHAIBHOW TodeuHoi HemoctatouyHocTH (XBII),
TUIOTUIPO3 BIUIOTH JO AaHTUApPO3a, NOPAXKEHHE OpraHa 3peHHsl B BHUJAE BUXPEBUIHOU
kepaTtonaruu, JIOPopraHoB ¢ pa3BUTHEM CEHCOPHOM TYroyxOCTH, CKEJIETHO-MBIIIEUHbIE
paccTpoiicTBa B BHJAE NOJUAPTPAIrUi, MUAITHN (CyCTaBHOM CHHAPOM), KOXHBIE -
aHTHoKepaToMbl. MyJIbTUCUCTEMHOCTh MOpaKeHHWsT M Hajnuyue Ooyied B cycTaBax, 3a
KOTOpbIE€ TMPHUHUMAIOT AaKpOMapecTe3nu, MPHUBOAAT K OLIMOOYHBIM PEBMATOJIOTHUECKUM
nuarHozaM [3]. AHIMOKEpaToMbl — MAJIEHBKHE Y3€JIKM TEMHO-KPACHOTO IBETa MSATKOU
KOHCHCTEHIIMM. MOTYT pacrojiaraThCsi Ha Pa3HbIX y4acTKax KOXKH, HO Ipeo0OsajaloT Ha
nepeaHel OproIIHON CTeHKEe, B OCOOCHHOCTH BHYTPHU MJIM BOKPYT IyIKa, Ha Ty0ax, BEpXHUX
KOHEYHOCTSIX, BJI0JIb TO3BOHOYHHKA, SITO/IMIIAaX, BMECTE C 3TUM BCTPEUAIOTCS U Ha CIU3UCTHIX
o0oyioukax, OCOOEHHO Ha  CIM3UCTOM TOJOCTM pTa M  TOJOBBIX  OPraHOB.
I'mukocuHrOAMNMUIBI MOTYT HaKallJIMBaThCS B MapeHXuMe Imouek, Bb3biBas XbII.
Hedpponatus npu b® mnepBoHauanbHO MposABIseTcs albOymMuHypuend 06e3 spKoi
KIIMHUYECKOW KApPTHUHBI HIPOrPECCHUPYET CO BPEMEHEM J0 TEPMHUHAIBHOM MOYEYHOU
HE/I0CTaTOYHOCTH C HEOOXOAMMOCTBIO IPOBEACHUS 3aMECTUTENIbHOM IMOYeYHOH Tepamuw,
pa3BUTHEM BTOPHYHOW PEHAIBHOM aHEMHMM M BTOPUYHOHN apTepHalibHOM runepreHsuu [4].
[lopaxeHue HEPBHOM CHUCTEMBI MPEUMYILIECTBEHHO TMPOSBIAETCS NepupeprudecKoi
MOJINHENPONaTHEN M0 TUITY KI'YYHX aKpOIMapecTe3uil, T.e. HapylIeHHEeM YyBCTBUTEIbHOCTH.
KaBep3HOCTh TaHHOTO CHUMIITOMA 3aKJIH0YaeTcs B TOM, YTO €ro JIETKO CHYTaTh C CYCTaBHBIM
CUHApPOMOM. Bu3yanbHO, paBHO Kak U Ha peHTreHorpaduu nedopManuu U JIECTPYKLUUU
CyCTaBOB OTCYTCTBYIOT, €CTh TOJbKO MECTHAs TMIIEPEMUSI KOJIEHHBIX CYCTaBOB U JIOKaJlbHas
00JIe3HEHHOCTh 0€3 KOCTHO-CYCTAaBHOW MATOJOTMHM 1O JAaHHBIM HHCTPYMEHTAJIbHBIX
uccnenoBanuii. bonu B cycTaBax ObLIM JIOKQIM30BaHbI CAMMETPUYHO B KOJIEHHBIX CYCTaBax,
CycTaBax KHMCTEHl PYyK, TOJIEHOCTONMHBIX cycraBax. [Ipu Oonesnn Pabpu, nporekarouiei c
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HUCTUHHBIM CYCTaBHBIM CHHIPOMOM, BO3MOXHBI MPU3HAKU BOCIHAJICHHS B J1a0OPaTOPHBIX
JAaHHBIX, HO HE TUIUYHO NPUITyXaHHE IMOPAXKEHHBIX CYCTaBax U HE TUIHMYHA YTPEHHSS
CKOBaHHOCTb, KaK IPH PEBMATOUITHOM apTpUTe U ocTeoapTpose [3].

B xnuaudeckodt kaprtuHe kiaccuueckol (opmbl B® ocoboe 3HauCHHE HUMEIOT
NaTOJIOTMM  cepAana | Haumbojee 4YacTo M3 HHUX BCTpPEYaeTcs TUIepTpoduuecKas
KapAMOMHUOTIATHS JICBOTO JKelnyAouyka (y BceX MAlMeHTOB crapiie 45 ner), nuchyHKIUu
KJIAIIlaHOB M HapylleHue NpoBOAMMOCTH [5]. I'mmormapos pa3BUBaeTCs H3-3a KyMYJSILIMM
INIMKOC(UHTOJUINAOB B MOTOBBIX kene3ax. [loTooTaenenue Hapymiaercss yKe B JETCKOM
WM TOAPOCTKOBOM Bo3pacTe. [Ipu 3TOM HecrmocoOHOCTh OpraHu3Ma OXJIAJUTHCSA MyTEM
BbIJIEJICHUS MI0Ta 00YCIOBINBAET HENEPEHOCUMOCTD Kaphl.

Breigenstor knaccudeckuil (paHHHMM) W aTUNHWYHBIN (MTO3IHWN) BapUaHTHl JTaHHOW
6one3nn. Knaccuyeckuii BapyaHT MPOSBISIETCS C JETCKOTO BO3pacTa U y JIUI[ MY>KCKOTO
110J1a, XapaKTepU3yeTcsl ObICTPHIM MPOTPECCUPOBAHUEM U MOPAKEHUEM KU3HEHHO Ba)KHBIX
BHYTPEHHHX OPTraHOB C OCJIOKHCHHUSMH, HECOBMECTUMBIMU C XH3HBIO [6]. B manHOM cityuae
BBISIBJISIFOTCS. HOHCEHC MYyTallMM JIMOO MUCCEHC MYTallii, KOTOPbIE IPUBOJAT K MIOJTHOMY WM
YaCTUYHOMY OTCYTCTBHUIO aKTUBHOCTU (pepMeHTa o-Tajakto3uaasbl A. [lo3nHuii BapuaHT B
OCHOBHOM TOpa)kaeT cepAle U BbI3BaH MucceHc wytamusmu P.N215S, p.F113L wu
IVS4+919G>A c coxpaneHuem ocraToyHoil akTuBHOCTH ¢(epmenta ol'A [7]. Bsuny
3HAYUTENIBHON TeTepOreHHOCTH 3a00JieBaHusl, B AuMarHoctuke 6oneznn dabpu mpuHUMAIOT
y4acTue MHOTHE CIEUAINCTHI: OT Bpadel 00IIel MPaKTUKU 10 pEBMATOJIOTOB, HE(POJIOTOB,
KapHOJIOrOB, HEBPOIIATOJIOTOB, IEPMATOJIOroB, opTasibMoioroB u JIOP-ppadeid.

Ha ceropnsmHuid J1eHh CYIIECTBYET CleMU(HUYECKasi MaTOreHeTHYecKas (epMeHT-
3amecturenbHas Tepanus (D3T) Oomesnm dDabpum — mnpemapar araicupgasa - anbga
(pexomMOMHaHTHasT dYelloBeUecKasl anbda-TaJakTo3uja3a) W IpemnapaTr arajicujaza - Oera
(mpou3BOAMTCA U3 JIMHUU KIETOK KuTaiickoro xomsiuka). ®3T 3amennser nmporpeccupoBaHue
6one3nn Pabpu, oHAKO HE crOcOOHA MOJHOCTHIO ee m3neunTh. O3T ymydmiaer kauecTBO
KHU3HU OOJIHBIX, YMEHbIIAeT HEHPONaTHUYeCcKyto 00Jb, TOPMO3UT MOPaKEHHE CeplIlia, MOYeK
n I[THC [8,9]. ®3T coueraercs ¢ NPOTUBOBUPYCHBIMH NpENapaTaMyu U MOYKET IMPOBOJUTHCS
Ha ¢oHe auanmza npu mnopaxkenun mouyek [10]. HccrnemoBanuii Ha TeMy pa3HHIIBI
3¢ (eKTUBHOCTH MpenapaToB arajicuaasa - aibga U arajcujasa - 6era Takke HeJJOCTaTOUHO.
OTKpOBEHHBIX pa3INunil MEXy HUMU HaMu He oOHapy»xkeHo [11].

Henr wuccnenoBanusi - BrepBele B Pecnybnuke Kazaxcran mpoBecTu
PETPOCTIEKTUBHBIN M MPOCIIEKTUBHBINA aHanu3 ciydaeB Oone3sHu Dabpu, HaXOASIIUXCS Ha
neyenuu B HUMK u Bb M3 PK.
3ajaun uccae0BaHUS:

1. Omnucate knmuHUYeckre ocobeHHocTu Oonesnu Pabpu B KazaxcraHckoi momynsiiuu

MAIMEeHTOB.

2. BbIABUTH BenylIye CHHAPOMBI B TCUCHUH KJIACCHUECKUX M aTUITHIHBIX (POPM.

w

O11eHUTDb TEPEHOCUMOCTh (PEPMEHT-3aMECTUTEIILHON TEPATTHH.
4. TloBBICUTH OCBEOMJIEHHOCTh U HACTOPO’KEHHOCTh Bpadel BCeX CHEHaTbHOCTEN IO
b®.
Martepunanbsl W MeToAbl HcciaeaoBanusa. IIpoananusupoBaHol8 KIMHUYECKHX
cllyyaeB MalueHToB, nonyyasiux jgedyenne B HUMK u Bb ¢ 2019 no 2022 rop (tabnuna 1).
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JUArHoCTHKE b® INPUMEHAINCh CKPUHHUHI'OBBIC, KIMHHYCCKUC, na6opaT0pHHe,

MOJICKYJISIPHO-TCHETUYECKHE, WHCTPYMEHTAJIbHBIE METOJbl MCCIICIOBAHUS: BBISIBICHUE TPU
oOpaIlieHuu MalueHTa ¢ UMEIOIMUMHUCS KajlodaMu K Bpady W nyreMm auddepeHnnanbHou

JUArHOCTUKH BBIACHACTCA HAJIMYHC BaGOﬂeBaHI/IH;

I[I/IaJII/ISHBIf/i CKPUHUHI' BBIABJIACT

3a0ojeBaHne TpU TpoBedeHHHM Juanu3a y OonbHbix c  XBII; cemeiiHblii CKPUHHUHT

IMPOBOAUTCA IIPHU BBISABJICHUH Y OAHOI'O U3 YJIICHOB CCMbU NOATBCPIKACHHOI'O JUArHo3a b®.

Tabmuna 1 -Knuanueckas XxapakrepycTUKa MalieHTOB

Kommue | XK M Cpemuuit | CpegauiibB | MeTon BeIsIBIsIeMOCTH Oonre3Hn dadpu
CTBO BO3pacT | o3pacT
MaIUEeHT IloctanoBk | Juammsuerii | CeMeWHBIH IIpu
OB Y IMarHo3a | CKPUHHUHT CKpHUHUHT | OOpanieHu
"
18 7(39%) | 11 (61%) | 47 (vun. | 42 (MuH 3 (17%) 14 (78%) | 1 (5%)
21, makc. | 19, wmakc
69) 68)

MOJ'IeKy.TIHpHO'FCHeTI/IquKI/Ie MCTOABI UCCIICAOBAHUA BKIOYAJIN:

1.

Omnpenenenue aktuBHOCTH (depmenta a-I'A B cyxux mstHax kpoBu — DBS - meron,
KOTOpBI€ BBICYIIEHbI Ha (UIBTpOBaIbHOW Oymare WM B JeHKOIUTax KpoBu. Jlis
MHTEpPIpETAINMH YYUTHIBAJIOChH, YTO, Il MY>KUYUH JaHHBIA aHanu3 OyneT nH()OpPMAaTHUBEH,
Y JKEHIIMH IT0Ka3aTellb MOXKET ObITh B HOpME [12].

MonekymsipHO-TEHETHUECKOe HCCIICIOBaHUEe I BBIABICHUs Myranmuu reHa GLA.
MyTanuu BBISBISTUCH METOJIOM CEKBECHHPOBAHUS SK30HOB M MPHIK30HHBIX YYACTKOB
UHTpOHOB 10 Car"epy (MeTo 1 0OpbIBa LEMH).

Omnpenenenue koHieHTparuu Lyso-GB3 B msTHax BBICYIIEHHOW KPOBH WM IJIa3Me.
[Ipouenypy mnpoBoaaAT 10 TEpamuud JA7sS  ONpENeNeHUs HM3HAYAIbHOU
KOHIIEHTPAllMd ¥ B TEUEHUE TEpaluu, HUCIONb3ysd Kak Mapkep 3(GheKTUBHOCTH

Hadajia

poBoaAUMOro jeueHus [13].
PesyabTaTsl. B qanHoii pabote Obln mpoaHaIM3UPOBAaHbl KIMHUYECKUE MPOSIBICHUS

6one3nn Pabpu y 18 manuentos, nomyuasmux jedyeHne B HUMK u BB. Myxckoil non

npeobiagaer Hajx skeHCKUM (11 manmenToB Myxckoro mona (61,1%) u 7 manueHTOB

xenckoro mosa (38,9%)). Cpeanuii BO3pacT MareHTOB cocTaBui 47 jieT (pUCyHOK 1).

N

60-64

20-24 net 25-29 net 30-34 ropga 35-39 net 40-44 ropa  45-49 50-54 55-59 65-69

" Yncno naymeHToB
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PI/IC}’HOK 1- PaCHpCI[CJ'ICHI/Ie ManUEHTOB I10 BO3PAaCcTy Ha MOMCHT IMOATBCPKACHUA JUArHo3a.

Cpenu oOcnenoBanHbix Obuto 3 mpobannma (17%), y KOTOPBIX  BBIIBUJIN
naroyiornyeckue myrauuu Ha b® B aumanusubix neHtpax, y 14 (78%) mamueHToB nuarHo3
ObUI TIOCTaBJIEH Ha OCHOBAaHMHM CEMEHMHOTO CKPUHHMHTA Y POJICTBEHHHKOB IHAJTH3HBIX
MalKUeHTOB, OJTHOMY THanueHTty (5%) BbicTaBiieH AuarHo3 b®d Ha OCHOBaHMM KIMHUYECKOMN
KapTUHBl BO BpeMs HaxokJaeHus Ha crauuoHapHoMm JedeHun B HUUK u Bb M3 PK.
Meauana Bo3pacTa K MOMEHTY IMOATBEpXACHUS nuarHoza Oosnesnun dalbpu cpeau Bcei
BBIOOPKH cocTaBmia 42,2 rofa. Y BceX MAllMEHTOB MOATBEPKACHHUE AMArHO3a MPOBOIUIOCH
MyTeM MOJIEKYJISPHOT€HETUYECKOTo uccienoBanus. Y 12 marueHtoB (66,6%) 3aboneBaHue
6bU10 AuarnoctupoBano 10 40 jer. ¥ 6 mauuenTtos (33,3%) 3aboaeBaHue NPOSIBUIOCH MTOCTIE
50 sietT )Ku3HU.

VY Bcex manueHTOB ObUTM OOHapyXeHbl pasnnyHble Mytanuu reHa GLA. YV Bcex
MAIIeHTOB ~ MY)KCKOTO  I0JIa  3aperHCTPUPOBAHO  CHWDKEHHE  aKTUBHOCTH  anb(a-
rajakTo3ujasbl. Y 4 MalueHTOB-KEHIIMH YPOBEHb JaHHOIO (EepMEHTa OCTaBajics B
npenenax AOMycTUMoi HopMbl. Jluarxos 6osne3nu ®abpu mopo3peBajcs y MAlMeHTOB MpU
HAJIMYUU XapaKTepHBIX KJIMHUYECKUX TMposBieHud. B Tabmune 2 mnpeacraBieHbl
KIIMHUYECKHE MPOSIBICHHUS y MAIMEHTOB ¢ 0oJe3Hbi0 Dadpu.

Tabnuma 2 - PacipocTpaHeHHOCTh KIIMHUYECKUX MposiBiieHu 601e3au dadpu.

Ne KinHudeckoe nmposiBjeHue Oobrmiee Yacrora cpenu| Yacrora
KOJIMYECTBO MY>KUUH cpenu

JKEHIIUH

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

2 | AHTHOKepaTOMBI 14 (77,7%) 8 6

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

4 | Cunapom Peitno 2 (11,1%) 1 1

5 | IlopaxkeHHe HEPBHOM CUCTEMBI 13 (72,2%) 8 5

6 | [lopaxeHue movyex 9 (50%) 5 4

7 l'umoruapos 12 (66,6%) 8 4

8 | BuxpeBas keparonarus 2 (11,1%) 1 1

CycraBHoli cuHipoM omnucad y 14 u3 18 manuentoB Bo Bceii BeiOopke (77,7%). ¥V 11
YeJIOBEK TOCTABIICH AMATHO3 MOJHAPTPAITHH, 3 — MOJMAPTPAITHU COBMECTHO C OCCaTHei
n muanrued. IIpu 5ToM M3 JaHHBIX Cilyd4aeB 5 MAalMEHTOB JKEHCKOrO IoJIa U 9 manueHToB
Myx)cKoro mona. OauH U3 Hanbojee paHHUX CUMIITOMOB — aHTHOKEPAaTOMBI — OomHcaH y 14
nanueHToB (77,7%), u3 Hux y 11 mamueHTOB aHTHOKEpaTOMbl ObUIM €IWHUYHBI, a y 3
HaOJTIOAANCh TUCCEMUHUPOBAHHO 110 BCceMy Teny. [1o maHHOMY mpH3HAKYy MYKCKOU TOJT TaK
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ke mpeoOnanan (8 MHalMEHTOB-MYXXKYMH M 6 manueHToB-keHuuH). [lopaxenue cepaua
Habmonanock y 12 mauuentoB (66,6%), cpenu HUX 8 — MYKCKOro moyia U 4 — XKEHCKOTro
nosia. Cpenu HUX runeptpodust IeBOro KeayJouka cep/ilia uMenach y 7 malueHToB, TOMUMO
9TOro, BBIABIEHBI 1 ciy4ail >KemyIOYKOBOM SKCTPacHCTONIMM, 4 ciydas MUTpaIbHOU
HEJ0CTaTOYHOCTU C peryprurauueid 1 cremnenu, 1 ciaydyail aopTaibHOM HENOCTATOYHOCTH C
peryprutanueil 1 crenmeHu u 5 ciydaeB apTepuasbHOM rumnepreHzuu 3 cr., puck 4. Bee
Cllydad MOPAKEHUS cep/ilia TIIATEIbHO U3yJallMCh HA MPeIMeT CHeU(PUIHOCTH TOPaKEeHHS
npu b® ¢ yuyerom KOMOpPOUIHOW cepAedHO-cocyaucToi maronoruu. Cunapom Peiino Obut
onpezeneH y 2 nanueHTos (10,5%), y 0AHOM )KEHIUHBI U OJTHOTO MY>KUHHBI.

Ha pucynke 2 mpencraBieH rpaduk 4acTOTHl BCTPEYa€MOCTH CHUMIITOMOB OOJIE3HU
®abpu. Kak BugHO M3 puCyHKa 2, HEpBHas CUCTeMa ObuTa 3aTpoHyTa y 13 manueHToB
(72,2%), y 5 xeHIIMH U 8 MyX4MH. Y &8 MalUEHTOB 3aperuCTPUPOBAHO IPOSIBICHUE
IIOJIMHEMPOIIaTUN B BHUJE AKPOIAPECTE3MM, B 5 cCilydasx IOCTaBICHA AUCLUPKYJIATOPHAs
sHieanmonaTust ¥ B | ciyyae BBISIBICHBl KOTHUTHBHBIE HapymeHus. Y 1 marueHra
npousouuio panHee OHMK no umemuueckomy Tumy.
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Pucynok 2 - YactoTta BcTpeuaeMOCTH cUMOTOMOB Oose3Hu Padpu

[lopaxenue mnoyex oOHapyxeHo B 9 u3 18 cmyuaeB (50%), u3 HMX 4 manueHTa
YKEHCKOTO T0JIa U 5 MalMeHTOB MYKCKOTO Toyia. Y BCeX MalMueHTOB AuarHoctupoBana XbII
1-5 craguii. ['unorunpo3 BeisIBIEeH y 12 mauueHtoB (66,6%), cpenu HUX 8 MyX4uH U 4
eHIuH. BuxpeBas keparomatus amarHoctupoBaHa B 2 ciydasx (11,1%) y 1 mamuenra
MY’KCKOTO 1oJ1a M | maruenTa >keHCKOro MmoJa.

AHau3 pacnpoCTPaHEHHOCTH KIMHUYECKHX MposiBieHud npu Oonesnu dabpu B
CpPaBHEHHMM C KJIACCMYECKOW M aTHUMUYHOM (opMamMH IMPOJEMOHCTPHPOBAJ HAJIMYUE BCEX
XapaKTepHBIX TPOSBICHUN Yy TAllMEHTOB C KJIACCHMUYECKOW (hOpMOH, B TO K€ BpeMs IpH
aTUNU4YHOM popme cyctaBHOM cuHIpoM Berpeuancs B 71,4 %, anrumokepatomsl B — 71,4 %,
nonuHeponatus — B 69,2%, I'JIDK — B 75 %, XBII — B 77,7%, runorunpos — B 75% (Tabmmia
3).
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Tabmuma 3 - PacnpocTpaHEHHOCTh KIMHUYECKHX TIPOSBICHHA TIPH KIIACCUYECKOW |
aTunuyHOu Gopmax bd.

Ne Benymue cuaapomsl Knaccuueckas Atunununas gopma
dopma n=3 n=15
1 CycCTaBHOM CHHIPOM 3 (100%) 11 (73%)
2 AHTHOKEPAaTOMBI 3 (100%) 11 (73%)
3 [MonunelponaTus 3 (100%) 10 (66%)
(axpormapecTe3un)
4 'unepTpodus n1eBoOro xemyaouxa 3 (100%) 9 (60%)
5 XBIT 3(100%) 6 (40%)
6 ['umoruapos 3 (100%) 9 (60%)

Taxxe ObUT IpOaHAIU3UPOBAH KOMOPOWAHBIM (DOH: MAaLMEHThl C apTEepPUAIBLHOU
runepreH3uel (B T.4. cumnroMatuueckoit) — 5 (27,7%). Ilanuentsl ¢ caxapHbiM quadeToMm (B
T.4. HapYIIEHUEM TOJEPAHTHOCTU K riroko3e) — 2 (11,1%). Ilamuentsl ¢ rematutom — 1
(5,5%). MMaumentsr ¢ UBC — 1 (5,5%). 16 manweHTOB MOJY4YarOT HA JAHHBIA MOMEHT
dbepMeHT - 3amectuTenbHyto Tepanuio (88,8%). 13 Bceli BRIOOpKH 2 MalyMeHTaM Ha3HaueHa
araicuiasa Oera, 14 npanMeHTOB NpPUMEHSIOT araicuiasy aibda. OgHa MalUeHTKa C
XxpoHuyeckuii renatutoM B nomyyaer @3T BMecTe ¢ IPOTUBOBUPYCHBIMU MpeniapaTaMu U ee
COCTOSIHUE YJIYy4IIWJIOCh. Y JIBYX HAalMEeHTOB HaOmonanack HenepeHocumocTb O3T B Buze
MH(Y3MOHHOM peaklyu: y OJJHOTO MalMeHTa Ha arajicujasy-aibQa, y 0OJHOTO Ha arajicuaasy
— Oeta. Hby3noHHBIE peakiy B BUJE JMXOPAJT0YHOTO 03HO0A, TPEMOpa, TOIIHOTHI U PBOTHI
npousouuin Ha 4-5 wuHQY3UM, HE CMOTpPS Ha NPEMEIUKALUI0 JIEKCAMETAa30HOM. OTO
noTpeboBao MEepeBoJia UX COOTBETCTBEHHO C arajcujaasbl Oera Ha araicupiasy anbda u
HaoOopoT. Kpatkocpounas s¢dexkruBHocTh npumenenuss 3T B teuenue ot 3-12 mecsien
J€MOHCTPUPYET OTCYTCTBHE OTPHMILATEIILHOW KIMHMYECKOW IMHAMMKHM 3a HaOJI0aeMbli
NIEPUOJ.

Oocyxnenne. Takum oOpaszoMm, b® Moxker HMeTh pa3IuYHble KINHUYECKUE
IIPOSIBJIEHUS C MOPAKEHUEM TOYEK, HEPBHOM, CEPAEYHO-COCYIUCTOM CHUCTEMOM, CKEJIETHO-
MBIILIEYHBIMU U KOKHBIMH IPOSIBICHUSAMH. 3a cueT OOJBIIOro pa3HooOpa3usi KIMHUYECKUX
nposiBjieHud, Oone3np @Dabpu MOXKET OmMUOOYHO JTUATHOCTUPOBATHCA KAk WHbBIC
peBMaToJIOTHYECKUE 3a00IeBaHUSI.

[lepBocTenenHoe 3HaYeHue AJis Hallel padoThl IPEICTaBISIET HAJIMYUE Y MAllUEHTOB
KOCTHO-MBIILIEYHBIX MPOSIBICHUAX CycTaBHOro cuHapoMa. Cpenu 18 cioyuyaes oH onucaH y 14
nanueHToB (77,7%). Takoll BBICOKMI MTPOLIEHT BCTPEYAEMOCTH CYCTaBHOI'O CUHApPOMA CBSI3aH
C HaOJIIOJICHHEM MallMEeHTOB MPEUMYIIECTBEHHO BpauaMu PEeBMATOJIOTMYECKOT0 IpOoQuiis, 1
COOTBETCTBEHHO, O0Jiee AeTaNbHO COOMpPaeMbIM aHAMHE30M U JIyUIlIei BBIABISEMOCTBIO ATUX
nposiBiieHnd. OqHaKo B KccieaoBaHnu poccuiickux ydyensix C.B. Mowucees, [1.11. HoBukos,
H.M. bynanos, A.C. Moucees, E.A. KopoBymkuna, B.B. ®omun ot 2018 rona [3] ykazaHo,
YTO CyCTaBHOM cuHApoM Habmogancs y 6 u3 82 mnamuentoB (7,3%), mposBIssicCh
XapaKTepHbIMU OOJIIMU B CyCTaBax, JUXOpajgkoil u noseimieHHeM COD, 4To yKa3bIBaeT Ha
BapnabeIbHOCTh JAHHOTO CHUMIITOMa B PA3JIMYHBIX MONYJANUsAX. B ToM ke uccienoBaHuu
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paccMmarpuBaeTcsi Bompoc o noucke Oonesnu dabpu B ciaydyasx CyCTaBHOIO CHHIpOMA C
JINXOPAJAKON HESICHOTO MTPOUCXOXKACHUS [3].

[IpencraBneHHblii HUXKE KIMHUYECKHUN Cllydyail TMallMeHTa C BBICTABICHHBIM
MpeABAPUTEIIbHBIM JTUAarHO30M PEBMAaTOUJIHBIN apTpuT PA neMOHCTpUpYeT BaKHOCTh
mudQepeHInanbHON TUarHOCTUKU CYCTaBHOTO CHHAPOMA M KOHCYJIBTAllMU PEBMATOJIOTa HA
npeaMeT NpUYHH 00JIel B CycTaBax.

[TarmenT 56 Jser, MyX4WHA, XaT0Obl Ha 00T B OOOMX KOJICHHBIX CYCTaBax,
YTPEHHIOIO CKOBAaHHOCThH B JIy4€3allsICTHBIX CyCTaBaX, FOJOBHbIE OOJIH, IIIYM B yIIaX, YyBCTBO
OHEMEHHS Ha HIXKHUX KOHEYHOCTSX M 001ryto cinadocts. [locne oOpaiienus k Bpady oouei
MPAaKTUKHU, HA OCHOBAHHMH APTPAITUi, CHMMETPUYHOCTH MOPAXKEHUS!, YTPEHHENH CKOBAaHHOCTH,
cepo HeratuBHocTH, yBenuueHus CPb nmo 6,7 mMr/mi ObUT BBICTABJIICH TEpPBOHAYAIbHBIN
JIMarHO3 «CEPOHETATUBHBIM PEBMATOMIHBIA TOMUAPTPUTY» 0€3 UYETKUX KPUTEPUECB
PEBMATOHMIHOTO apTPUTA, OTCYTCTBUS XapaKTEPHBIX M3MEHEHUI HA PEHTIeHOTpaguu B BUIC
9PO3UBHOIO NOpakeHUsl. PeBMarosior, ¢ y4eToM OTCYTCTBMSI TMAarHOCTUYECKUX KPUTEPUEB
PA, Hanuuus aHrujpasa, HaJu4Msl y NAIMEHTa aHTHOKEPAaTOM, aKpONapecTe3uid, KOTOphle
ObUTM TPUHATHL 32 apTPUT, CEMEMHOr0 CKPUHUHTa ¢ OOHApy)XKEHHEM 4YJIeHa CeMbU Ha
3aMECTUTEJIbHOM IMOYEYHOM Tepaluu C JajJbHEUIIUM MOATBEPKIACHUEM MO3UTUBHOCTH IO
HAJIMYUI0 TeHeThdeckux Mytauuid Ha b®, guarHo3 PA Owpin cusar B mons3y b®. Bcee
CKEJIETHO-MBILIEYHbIE U HEBPOJIOTMUECKHUE IMPOSBICHUSA PAaCLE€HEHbl Kak MposiBieHus bd.
15.03.2021 roxa Ob11 moctaBiieH quarao3 b® u Ha3HAuEHO JieueHUe arajicu1a3oi anbda.

B ximuandeckoir kapruHe Kiaccuueckor (opmbl B® ocoboe 3HaUYCHHWE HUMEIOT
narosiorust cepaua. [lo manueiv uccnenosanus Mapu H. Hlenapn [S] u3 6onbhuib «Royal
Bromptony, Jlonnon, BenmukoOpuranus, 60% O0onbHBIX ¢ Kitaccudeckoit popmoit B umerot
MaTOJIOTUYECKUE W3MEHEHUs co cTopoHbl cepaua B Buae [JDK, runeprpoduueckoit
KapAuOMUONaThH, TUCHYHKIIMHM KJIalmaHOB M HAPYIIEHUS MPOBOAMMOCTH. B mcciemyemoit
BbIOOpKE TOpakeHHe cepiua Habmopanock y 12 mamueHtoB (66,6%), 4TO NMpakTHYECKH
CXOXe ¢ pe3ynbTaToM uccienoBarens u3 Jlonnona. [Ipu 3ToM BaxkHO MPOBECTH TIATEIBHYIO
muddepennmanbuayto auarnoctuky ['JDK u Hanuume runeprpoduyeckoil KapaAHOMUOTATUN
Ipu  JApYyrux Kapauojoruueckux 3adoneBanusix: WBC, aprepuanbHOW TIUNEPTEH3UH,
HaCJIEICTBEHHON ceMeltHON runepTpoduyeckoit kapauomuonaTueil [S].

Tak, ogHMM M3 KEHCOB B HaIleM HCCIENOBAaHUM ObLIa ITallUEHTKA 64 JeT ¢
nogbemamu AJ[ 1o 220/110 mwm. pt. ct. U3HauansHo, B peBpasie 2021 rona oHa jgeqmnsiach ¢
nuarnozom MBC, XCH ®K2, AT" 3 craguu puck 4. B mae 2021 r. cnana aHanu3bl Ha 60Je3Hb
®abpu wu gumarHo3 mnoatBepamics, Ouomapkep lysoGB3 B Hopme. Ilo pesynpratam
uHcTpyMeHTanbHbIX uccnenoBanuii (OKI u OxoKr) - I'JIK, nuactonuueckas aucyHKIus
JOK mo 2 tumy, HeGonbias aunatanus JIII, ymnotHeHnue aoptel. J[aHHBIN Keiic HATISIHO
MOKa3bIBAaET BCIO CIOXKHOCTh JuddepeHunansHoi auarHoctuku mexnay [JDK mpu AL u
I'JDK npu 6osne3nun @abpu, Korna Mexay NEpBbIM U OKOHYATEIbHBIM JIMArHO30M MOXKET
npoitu Oonee 4 wMecsineB. OKOHUYATENBHBIM JIMATHOCTUYECKHUM HHCTPYMEHTOM ISt
noarBepxkaenust stuonorun ['JDK smmstorcs MPT ¢ cepana ¢ ragonuHreM W OUOTICHS
MHOKap/a, TJAe MOXHO OOHApYyKUTh HalIW4yue cyOcTpaTa B BHUAE  OTJIOKECHUS
rino0oTpuasmiIepamMuioB [5,14].
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K omuum u3 panHux npuszHakoB 0ose3Hu Pabpu OTHOCUTCS MOpaXKEHHE HEPBHOM
CUCTEeMbI, KOoTopoe Habmoganock y 13 maumentoB (72,2%). IlpeumyiecTBEHHO 3TO
MPOSIBISUIOCH  MOJMHEHMpONaTUel, T.€. HApyLIEHHEM YYyBCTBUTEIBHOCTH, KIYYUMU
aKporapecTe3usiMi. Y OJHOro NalUeHTa IPOM30LUIO OCTPOE HApYLUIEHHE MO3TOBOIO
KpPOBOOOPAIICHHUS 110 MIIEMHYECKOMY THITy. Takoil ypoBEeHb BCTpEUaeMOCTH OOCYXJaics B
AQHAJIOTUYHBIX CTaThsiX Y4eHbIX Poccuiickoii ®eneparmuun E.M. Kumensdenpna, E.A.
Konsuosoii, B.B. I'ynkosoit, JI.B. Ctaxosckoit [15]. K npumepy, B uccnegosanuu ot 2020
roJia NPUBOJATCS JaHHBIE, UTO MATOJOTUs HEPBHOM cucTeMbI BeTpevanachk B 80% ciaydaeB u
Yy MYyX4YMH, M Yy >KeHIIMH. CaMbIM SpKMM KIWHUYECKHM NPOSBICHHEM BBICTYIAJIA
HelpornaTuieckass 0O0Jib C BBIPAKEHHOCTHIO OT aKpOHapecTe3uid, 10 HEeWpPONmaTHYeCKUX
KpU30B, a TaKXe CTpajajla MOBEPXHOCTHAs YYyBCTBUTEIBHOCTh. Takke yKa3bIBAaeTCs, 4TO
HelpormaTuiyeckue KpU3bl HHOTJa MOTYT COMPOBOXKAATHCS OOJIBIO B CYCTaBax, MOBBIIICHUEM
COD u nuxopaaKou, 4YTO MOXKET MPUBOAUTH K OMMOOYHBIM auarHo3am [15]. CinoxHoCTh B
BOIIPOCE JITAHHOTO CHUMIITOMA 3aKJIFOYAETCsl B TOM, YTO €ro JIErKO CIYyTaTh C CYCTaBHBIM
CHHJIPOMOM BH3YyaJbHO. Y BBIIICYKa3aHHOTO mainueHTa Oose3Hp ®abpu Oblia BbISBICHA B
2021 romy B Bo3pacte 59 ner. Ee Oecrnokomnun ©0nM B KOJNEHHBIX, Jy4e€3alsCTHBIX H
JIOKTEBBIX CycTaBaX, OONM B TMOsiICHMIIE, Oolu B oOJacTu cepiia, TOJOBHBIE O0H,
noBeimeHne AJl no 160/100 mm.pt.cT., ObicTpas yromisemocts. bonee 10 ner crpamaer
apTepualbHOll runepTensucii. bonesnr @adpu ObLIa BIABICHA Y POJHOTO ChIHA MAIIUEHTKH,
cama oHa Obuta oOcnenoBana B jaekadbpe 2021r. — rereposurotHas myranus B rene GLA.
BusyaneHo nedopmanuu CcycTaBoB He OblIa, TOJBKO MECTHas THUIEPEMHS KOJCHHBIX
CYCTaBOB U JIOKaJbHast 00Je3HeHHOCTh. OJJHAKO, YTO Ba)KHO, HA PEHTreHorpaduu HUKAKOM
KOCTHOCYCTAaBHOH NMaTOJIOTHH He ObLIO BhIBIEHO. TakuM 00pazom, 0OJIH B CyCTaBax MOTYT
OLIMOOYHO TPAKTOBAThCS KaK MPOSBIEHUE CYCTaBHOTO CUHIPOMA, XOTS Ha CaMOM JIeJie 3TO
JIOCTaTOYHO PAacCHpOCTPAHEHHOE MpOsBICHHE HMMeHHO Helpomarun [8]. ITommumo aroro,
[JIMKOJMMMABI MOTYT HaKalUIMBaTbCsi M B IapeHxuMme nodek. [lopaxeHue modek
Habmonanoce 'y 9 w3 18 mamumentoB (50%). B MHOro4MCIeHHBIX HCCIEIOBAHHIX
3apyOeKHBIX YYEHBIX MaTOJIOTUS MOYEK SBISETCS OJHUM W3 HauboJjiee pacHpOCTPaHEHHBIX
nposiBiieHud OonesHn ®abpu. Hamm 1naHHBIE COOTBETCTBYIOT MHPOBBIM JIaHHBIM U
cocTaBWiIM Takke okosno 50% mnamueHtoB, KoTopsiM auarHoctupoBaHa XbII, CK®
cocraBuia or 110 MJI/MUH NpU HaIMYUU adbOYMUHYPHUH, MUHUMAJIBHOTO HE()PUTHUECKOTO
CHUH/IpOMa, a MUHUMAaJbHAS - 5 MJI/MUH, TEpMUHAJIbHAS CTaJIUs MOYEUYHON HEJ0CTaTOYHOCTH
HaOmoxanack y 3-X mauueHToB, Haxojsammxcs Ha 3IIT. Hedponarus nepBonadanbHO
MPAKTUYECKH y BCEX MAI[MEHTOB MpPOSBIUIACh AIbOYMUHYpHEH, 0e3 ApKOoi KIMHUYECKOH
KAapTUHBI 1 HEU3MEHHO IIPOrPECCUPOBAJIAa CO BPEMEHEM, B YACTHOCTH MPUBOAMIIA K PA3BUTHUIO
y NallMeHTOB BTOPUYHOM pEHAIbHON aHEMUU U BTOPUUYHOM apTepHaJIbHON TMIIEPTEH3UU. Y 2
MalMEeHTOB Ha MOMEHT BBISBJIEHUS YK€ Oblia nocrasieHa TepmuHainbHas ctaaus XbII (CKD
9 1 5 MJI/MUH COOTBETCTBEHHO).

BbiBoabI:

1. Jlmarno3 b® y 17% Obln BbICTABIIEH HA OCHOBAaHHWH JUAIM3HOTO CKpUHHHTA, Y 78% Ha
OCHOBAHUU CEMEHHOI0 CKPUHUHTA, Y 5% - pu oOpaleHuH.

2. Ilpeobnanator atunuyabie Gopmbl 15 manumentoB (83%), kinaccuueckue (opmbl — 3
narmenTa (17%). Ilpu xnaccuueckoit Qopme — BeayliMe CHHIPOMBI: CYCTaBHOMU
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CHUHJIpOM, TMOpaX€HHE cepilla U MopaxkeHue nodek HaOmopanuck y 100% mnaiueHTos.
[Ipn atunuunoit gopme — BenyllMe CHHIPOMBI: B BHJIE CyCTaBHOro cuuapoma 73%,
araokeparoM 73%, nonuneliponarun 63%, nopaxenue cepaua 60%.

3. Bonbmias BEISBIIEMOCTh CKEIETHO-MBILIICYHBIX MTPOSBICHUN B BUJIE apTPaITruil, MUAIITHA,
OCCAJITH CBs3aHA C BEJCHHEM NaIMEeHTOB ¢ 0oye3Hpi0 Pabpu peBMaTOIOTaMH.

4. 16 nanuentoB (89%) mammentoB nomy4yaror ®3T, u3 Hux 14 manmenroB (87.5%) —
arancupasy anbda, 2 manmenta (12.5%) arancupmazy Oera. Y IOBIETBOpPHUTENbHAS
nepeHocumMocth - 14 mamnuentoB (87.5%). Nudys3uonnsle peakiuuu — y 2 HalUEHTOB
(12.5%), u3 Hux 1 - mepekiroueH Ha arajicuasy — ajibda, u 1 nepexiroueH Ha arajacuaasy
Oera.

5. Huskuii mnpoueHt jguarHoctukn b® mnpu  oOpameHun  oOyCIIOBIIEH  HU3KOM
OCBEZIOMJICHHOCTBIO MEIUIIMHCKUX paOOTHUKOB 00 opdaHHbIX 3a00JeBaHUSAX W
cumnTomax b®, 4TO NPUBOAMT K NO3JHEW IWATHOCTHUKE, PA3BUTHIO OCIOKHEHHU,
CHIDKEHHUIO KauecTBa )KU3HHU, COKPAILEHUIO TPOJODKUTEILHOCTHU U JIETAIBHBIM UCXO0/1aM.

6. Pe3ynbraThl TaHHOTO HCCIEIOBAHHS CIOCOOCTBYIOT YIYUYIICHUIO PaHHEH TUarHOCTUKU
b® u moBbIIAIOT HACTOPOKEHHOCTHh Bpaueil BCeX CHEIHAlbHOCTEH MO0 OTHOIICHUIO K
JaHHOMY OoppaHHOMY 3a00JI€BaHUIO.

bonesur ®abpu — opdanHoe HacnencTBeHHOE 3aboyieBaHUE. Knunuueckas

MYJIbTUCUCTEMHOCTh 3aTPYAHSIET IUAarHOCTHKY MJaHHOro 3abosieBanus. B PecmybOmuke

Kazaxcran Oonee mnaTtu JeT MNPOBOASATCS AKTHBHBbIE KIMHUYECKHE HWCCIEIOBaHUS 10

BbISIBIIIEMOCTH  Oonesan  Pabpu M oOpazoBaTelbHBIE NPOTPAMMBI 110  MOBBIIICHUIO

OCBEJIOMJICHHOCTH TIpo 0o0se3Hbr ®abpu cpenu MEIWIMHCKHX pa0OTHUKOB. MTorom »Toi

paboThI, KOTOpast BeAeTcs Ha 06a3e HayYHO-UCCIIEI0BATEIbCKOTO HHCTUTYTA KapIUOJIOTHH U

BHYTpPEHHUX OoJie3Hel cTayio oOHapykeHue OosiesHu dabpu Oonee, yem y 20 manueHTOB,

BHEJPEHAa B KJIMHUYECKYIO TPAKTHKY (epMeHT-3aMmecTuTenbHas Tepanus. [lepBeiii B PK

aHanu3a ciaydaeB b® MO3BONUT CHCTEMAaTU3UPOBATh MOJYYEHHBIE JAHHBIE, YIyYIIUTh

MOAXOAbl K JUArHOCTUKE U JedyeHutro bd, yiaydymuTe OCBEJOMIIEHHOCTh Bpadel B

HE00XOIMMOCTH MYJIbTHIUCIUIUIMHAPHOTO TOIX0a K MpobdieMam opdaHHBIX 3a00IeBaHHiH,

npenynpeauT (araabHble OciaoXkHEHUS npu bd, mopaxeHne OpraHOB U CHCTEM, YIYUIIUT

Ka4eCcTBO KM3HM ManueHToB ¢ bO.

Konduaukr nnTepecon

Mpi 3asBisIeM 00 OTCYTCTBUU KOH(IIUKTAa HHTEPECOB.

Bxaan apTopos

Paszpabotka xonueniuu — MamkynoBa Onbra BacunbeBHa

Ucnonaenune — A6amipraeB Maxkam [lakupoBud

O0paboTka pe3ysbTaToB - O0AeHOB bepikOait CarbIHFa3bIYIIbI

Hayunas unTepnperanus pe3ynptatoB — bekmamberoB XKanar CanaBaToBud
Hamucanue crateu — XKymaxxkuea AntsiHail XKapKbIHKbIZbI

3asBisieM, 4TO JAHHBIM MaTepual paHee He MyOJIMKOBajJCS W HE HAXOMUTCS HA PACCMOTPCHHU B JIPYTHX
M3/1aTEeNNbCTBAX.

®unancupoanne. OTCyTCTByeT

102



10.

11.

13.

14.

15.

BECTHUK KA3HMY Nel (64) — 2023

ISSN 2524-0684 e-1SSN 2524-0692

CIIUCOK JIMTEPATYPbI
D. Matern, D. Gavrilov, D. Oglesbee, K. Raymond, P. Rinaldo, S. Tortorelli. Newborn
screening for lyso- somal storage disorders. // Seminars in Perinatology. - 2015. -39 — p.
208 — 209.
I. Simonetta, A. Tuttolomondo, M. Daidone, A. Pinto. Biomarkers in Anderson-Fabry
Disease. // International Journal of Molecular Sciences. — 2020. — 21(21). -p. 1-18
Bonesnp @abpu B npaktuke pesmaroiora. C.B.Moucees, I1.1.HoBukos. // Knunnueckas
bapmakonorus u tepamnus. -2018. - 27(1) - ¢. 39-46
H. Abensur, M. Antonia Dos Reis. Renal involvement in Fabry Disease. // Brazilian
Journal of Nephrology. — 2016. — 38(2). — p. 245-254
Sheppard MN. The heart in Fabry’s disease. // Cardiovascular Pathology. — 2011. — 20(1).
—p. 8-14.
M. Arends, C. Wanner, D. Hughes, et al. Characterization of Classical and Nonclassical
Fabry Disease: A Multicenter Study. // Journal of the American Society of Nephrology. —
2017. —28(5). — p. 1631-1641
Pieroni M. Tlopaxenue cepana mpu Oone3Hun Pabpu: HOBbIE MEXAHU3MBI PAa3BUTHS W
moaXoabl K jaeuenuro. // Kinuandeckas ¢apmakonorus u tepanus. — 2021, -30(2). — ¢ 6-
16.
C.B.Moucees, E.A.Tao, A.C.Moucees. KnuHnu4eckue mposiBICHUS W HUCXOJbI OOJIE3HH
®abpu y 150 B3pocnbix nanuentoB. / Knuandeckas dpapmakonorus u tepamus. — 2021. -
30(3). —c. 351 crp.
B.B.®omun. depMeHTO3aMeCTUTENbHAS TEPANUs JIN30COMHBIX 00JIe3HEel HaKOoTuIeHus . //
Knunnueckast papmaxosorus u tepanus. — 2016. - 25(4). — c. 5-6
[I.1.HoBukos. Jleuenne Oone3nu ®adpu. // Knunudeckast ¢papmMakogorus U Tepamnus. —
2016. - 25(4) —c. 63-70
M.B. KypasneBa, T.B.Xumnu, IO.B.I'arapuna, B.A.Korposckuii. Knunuko-
HSKOHOMHYECKUH aHaIN3 NpUMEHEHUs (PepMEHTO3aMeCTUTEIbHON Tepanuu MpHu 00JIe3HU
®abpu. // Knunudeckas ¢apmakonorust u tepanus. — 2019. -28(4). — c. 83-88 12.
bonesnr ®abpu.Accounanus MenuuMHCKUX reHeTukoB W Coro3 menuatpoB Poccum.
[DnmexTponHEIi pecypc]: [Kmuanueckue pexomerpanuu.]. — 2019. — ¢.15-16
Linthorst G, Vedder A, Aerts J, Hollak C. Screening for Fabry disease using whole blood
spots fails to identify one-third of female carriers. // ClinicaChimica Acta. — 2005. —
353(1-2). — p. 201-203
Hsu TR, Hung SC, Chang FP, et al. Later onset Fabry disease, cardiac damage progress in
silence:  experience  with a highly prevalent mutation. // Journal of
the American College of Cardiology. — 2016. — 68(21). — p. 2554-2563
E.N.Kumensdenna, E.A.Konbmnosa. [lopaxxenne HepBHOM cucteMbl ipu 0osie3Hun dadpu.
// HepBubie 60ne3nu. - 2020. -2. —€.12-22

CBenennst 00 aBTopax:

O. B. Mamkynosa, https://orcid.org/0000-0002-8548-8281; kaHauaaT MeIUIIUHCKIX

HayK; BEeAYLIMI KOHCYNbTAaHT, peBmaronor Beicuied kareropun AO HUMK u Bb M3 PK

103



BECTHUK KA3HMY Nel (64) — 2023
ISSN 2524-0684 e-1SSN 2524-0692

(ampec: T. Anmartsl, yn. Aiteke 6u 120), npodeccop kadeapsl BHYTPEHHHX OOJIE3HEH C
KypcoMm mporeneBTuku BHyTpeHHUX Oonesner HAO KasHMY um. C.JI. Acdenmuspona
(ampec: r. Anmarsl, yia.Tone bu 94); Tenedon: +77052093222;

M. III. A6munsaaes, https://orcid.org/0000-0003-2436-9454; crynent 7 kypca HAO
KasHMY wum. C.A. ActhenmusipoBa (ampec: r. Anmatel, yn.Torne bu 94); Tenedon:
+77089138940;

b. C. O6nenos, https://orcid.org/0000-0003-1466-5460; cryment 7 kypca HAO
KasHMY wum. C.JI. AcdenauspoBa (ampec: 1. Anmarel, yin.Tome bu 94); Tenedon:
+77753336887,

XK. C. bekmamberos, https://orcid.org/0000-0002-3258-9580; cryaent 7 xypca HAO
KasHMY wum. C.JI. AchenamsapoBa (agpec: 1. Anmatel, yi.Tone bu 94); Tenedon:
+77759285964,

A. XK. Kymaxuesa, https://orcid.org/0000-0002-2546-8908; cryaentka 7 kypca HAO
KasHMY um. C.J. AcdenausipoBa (ampec: 1. Anmartel, yin.Tome bu 94); Tenedon:
+77078583412;

ABTOpJIAp TypaJibl MAJIIMeTTep:
O.B.MarikyHoBa https://orcid.org/0000-0002-8548-8281; MEIULINHA
FBUIBIMIAPBIHGIH  Kanauaatel; AK Kapawomorus »xoHe imki aypysiap FbUIBIMH-3€PTTEY

MHCTUTYTTHIH (MEKEH)Kalbl: AnMathl K., O#teke Ou komi. 120) jkeTekili KOHCYJIbTAHTHI,
xorapel caHartel peBMmarosior, AK C.JI. AcdenauspoB arbingarsl Kazak ¥aTThIK
MenuuHanbslK, Y HUBEPCUTETIHIH 1IKI aypyjap MpoIenIeBTHKACHl KypChl MEH 1IIKi aypyriap
kadeapaceiHbiH  npodeccopbl  (MeKeHKaiibl: Anmarhl Kamacel, Tene Oum kemieci, 94);
Tenmedon: +77052093222;

M. III. A6aunsaaes, https://orcid.org/0000-0003-2436-9454; AK C.JI. Achennuspos
ateiHgarbl Kazak ¥YATThIK MenuiuHanblK YHUBEPCUTETIHIH 7 KypC CTYIEHTI (MEKEHXaibl:
Anmarsl Kanacsel, Tene 6u keieci, 94); Tenedon: +77089138940;

b. C. O6xenos, https://orcid.org/0000-0003-1466-5460; AK C.JI. Acdhenauspos
ateiHaarel Kazak ¥aTTeik MeaunuHanblK YHUBEPCUTETIHIH 7 KypC CTYAEHTI (MEKEH)Kaubl:
Anmarts Kanacel, Tese 6u kereci, 94); Tenedon: +77753336887;

XK. C. bekmambetoB, https://orcid.org/0000-0002-3258-9580; AK C.J1. Achennusipos
aTeiHaarel Kazak ¥aTTeik MeaunuHanslK YHUBEPCUTETIHIH 7 KypC CTYIEHTI (MEKEHKaWbI:
Anmarsl Kanacel, Tene 6u kemieci, 94); Tenedon: +77759285964;

A. XK. XKXymaxuera, https://orcid.org/0000-0002-2546-8908; AK C.JI. Acthennusipos
ateiHgarbl Kazak ¥YATTeIK MenuiuHanbK YHUBEPCUTETIHIH 7 KypC CTYIEHTI (MEKEHXaibl:
Anmarel Kanacel, Tene 6u kemreci, 94); Tenedon: +77078583412;

Information about authors:

@0. V. Mashkunova, https://orcid.org/0000-0002-8548-8281; candidate of medical
sciences; lead consultant, rheumatologist of the highest category of Research Institute of
Cardiology and Internal Diseases (address: Almaty, Aiteke bi st. 120), professor of the
Department of Internal Diseases with a course of propaedeutics of internal diseases of

104


https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
../../../../Downloads/https
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-2436-9454
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0003-1466-5460
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-3258-9580
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-2546-8908
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281
https://orcid.org/0000-0002-8548-8281

BECTHUK KA3HMY Nel (64) — 2023

ISSN 2524-0684 e-1SSN 2524-0692

Kazakh National Medical University named after S.D. Asfendiyarov (address: Almaty, Tole
Bi st. 94); Phone: +77052093222;

M. Sh. Abdildayev , https://orcid.org/0000-0003-2436-9454; student of the 7th year
of Kazakh National Medical University named after S.D. Asfendiyarov (address: Almaty,
Tole Bi st. 94); Phone: +77089138940;

B. S. Abdenov, https://orcid.org/0000-0003-1466-5460; student of the 7th year of
Kazakh National Medical University named after S.D. Asfendiyarov (address: Almaty, Tole
Bi st. 94); Phone: +77753336887;

Zh. S. Bekmambetov, https://orcid.org/0000-0002-3258-9580; student of the 7th year
of Kazakh National Medical University named after S.D. Asfendiyarov (address: Almaty,
Tole Bi st. 94); Phone: +77759285964;

A. Zh. Zhumazhieva, https://orcid.org/0000-0002-2546-8908; student of the 7th year
of Kazakh National Medical University named after S.D. Asfendiyarov (address: Almaty,
Tole Bi st. 94); Phone: +77078583412;

KA3AKCTAH PECITYBJIUKACBIHIAT'BI ®PABPU AYPYBIMEH
CBIPKATTAHFAH HAYKACTAPABIH KJIMHUKAJIBIK CUIIATTAMACHI.
0.B. MAIIIKYHOBA®? M.III. ABJUJIBJJAEB?, 5.C. 95JJEHOB?, XK.C.
BEKMAMBETOB!" A. K. JKYMAXWEBA?
1C.I[. ActhenmusipoB ateiHgarbl «Kaszak ¥YnTTeik MemummHaiblk YHuHBepcuTeTi» KeAK,

AnMartel K.
2«Kapamosorus skoHe iliki aypynap FeUIBIME-3epTTey HHCTUTYTEI» AK, AnMaTh! K.

Tyilinaeme

Kipicne. ®abpu-Anzaepcen aypysl (DJ]) — peBMaTONOTHMSIIBIK, KapIHOJOTUSIIBIK,
Heppo- KOHE HEBPOJIOTHSUIBIK MATOJIOTHsUIapFa yKcac Oenriiepi O6ap JkeTiMm, ayblp aypy.
CumnTomaapabiH noauMopdusmi Oy aypyablH JAMArHO3bIH alTapiblKTaidl KUBIHAATAIbI,
JMAarHOCTHKAJIBIK KaTenep *Hi skacanaabl. J[uarnos xoro kesinae nopirep ®@adpu aypybiH
yHeMi ecte ycraybl MaHbI3bl. COHBIMEH Karap, aypy Ul eTe Kell JUarHo3 Koubliaabl
(cumnromaap 6acranraHHaH KeiiH 10 Hemece 0/1aH J1a Kl JKbL).

Makcatpi: ®a0pu aypybIHbIH eM/IEIN jKaTKaH KaFJaillapplHa pEeTPOCIIEKTUBTI KOHE
MEPCTIEKTUBAJIBIK TaJIIay KYPri3y.

Marepuanaap men daicrep: 2019 xouinan 2022 xoeutra aeiiin F3U xone B.b.na
emuenred ®abpu aypysl 6ap HaykacTapAblH 18 KIMHHUKANBIK *aFAaibl HETI3IHIE Tajujay
Kyprizuiai. CKpPUHUHT, KIMHHUKAJIBIK, 3€PTXAHAJBIK JKOHE MOJEKYISPIbIK-TeHETHKAIBIK
JMArHOCTHKA SJICTepi, COHBIH 1IIIH/E U3 KOHE 0TOACBHUIBIK CKPUHUHT, COHAal-aK o-HA
dhepmenTiHiH Oencenaiutiri MeH JInzo-I'b3 KOHIIEHTpAMSACHIH aHBIKTAY KOJTAHBLIIBI.

Horumkenep: Ilamumentrepain kemmrimiri (61,1%) ep amammap. Oprama xacer 47
KacTel Kypazael. JlmarHo3 keOiHece OTOACBUIBIK CKPUHUHT HeriziHae Koubuiaabl (78%
xargail). GLA reHiHIH opTypiii MyTauusjiapbl aHBIKTalJbl, HETI31HEH epiepiae o-
rajakTo3ujaza OeJICeHIUNriHIH TeMeHzaeyl Oaiikanael. KnMHHUKaNbIK — KepiHicTepre
apTUKYIApAblK  cuHapoMm  (77,7% okarnmaiina), aHruokepaTomManap, >KYPEKTIH, IKyiHke
KYHECIHIH XKoHe OYHPEKTIH 3aKbIMIaHYbI )KaTaIbl.
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KopbiTbinabl: Kazakcranga @abpu aypyblHbIH AMArHOCTUKACHl aypyAblH aTUITI
TYpJepiHiH 0ackiM 0OJybIMEH OTOACHUIBIK CKPUHUHT apKbLIbl aHBIKTANAbl. APTUKYISPIIBIK
OCNTIIEpIiH  JKOFapbl KULIIrT Oaiikanmaapl, ocipece TMAalUCHTTEp PEBMATOJIOTTap IbIH
OakputaybiHa OonFaH ke3zge. IlammMeHTTepAiH KOMIILIIri *Kakchl TO3IMIUIKIEH (EepMEHTTI
QJIIMACTBIPY TEPANMSICHIH allajibl. 3ePTTCY HOTIKEJIEPl epTe AUArHOCTUKAHBI )KaKCapTy JKOHE
ACKBIHYJIAPABIH JaMybIH OOJIBIpMAay >KOHE MAlMEHTTEP/IH OMIp Cypy camachlH KakKcapTy
ywin gopirepiepnain @albpu  aypysl Typaibl XaOapAapiblFblH apTTBIPY KaXETTLIITiH
KepceTe/i.

Tyiiin ce3gep: ®Pabpu aypybl, TYKbIM KyaJalThIH aypy, TI000TpHAO3UIIICPAMHM/I,
I000TPHUA03UIC(HUHTO3UH, MYJIBTHXKYHETIK, arajcuaas3a ajbda.

CLINICAL CHARACTERISTICS OF PATIENTS WITH FABRY DISEASE IN THE
REPUBLIC OF KAZAKHSTAN.
0.V. MASHKUNOVA!? M.SH. ABDILDAYEV?, B. S. ABDENOV?, ZH.S.
BEKMAMBETOVY A.ZH. ZHARQYNQYZY!
1JSC " Asfendiyarov Kazakh National Medical University", Almaty.
2)SC "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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