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FeHoAMarHocTMKa HeBUPYCHbIX 3a60n1eBaHNA NevyeHu
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MepBbin CaHkT-MeTepOyprckuih rocyaapcTBEHHbIV MeAULIMHCKUMIA YHUBepcuTeT um.akaa. U.M.NaBnosa
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1. Anb(ba 1-aHTUTPUNCUH HEOOCTaTOYHOCTL: Anbda-1l-aHTuTpuncuH (A1AT)
npeacTaBnseT cobor CMHTE3NPYEMbIN MEeYEeHbO MMUKOMPOTENH CEMEeNCcTBa MHMMGUTOPOB
cepuHoBbIX NpoTenHa3. HegoctaTtouHocTb A1AT npeacrasnsieT coboit HacneacTBEHHOE
ayTOCOMHO-peLieccMBHOe 3aboneBaHne, XapakTepu3ayroLLeecs CHUXKEHUEM KOHLEHTpaLmm
n aktmeHoctn A1AT. B 95% cnyyaeB y naumeHtoB ¢ HA1TAT oGHapyxusatotcs
naTonoruvyeckue annenu PiZ wnu PiS B reHe SERPINA1 (01.02.15.1255). Hakonnexue
abeppaHTHoro 6enka A1AT B renatouutax NPUBOAUT K LUTONUTUYECKOMY CUHAPOMY,
¢nbpo3y M uUMppO3y MeyvYeHW, a TaKKe TOBLIEHNIO puUcka PasBUTUA
renaTouennionspHon KapLMHOMBI.

2. HacneactBeHHbIn remoxpomato3 (HI): npeacrasnsier coboit cnektp
HacnegcTtBeHHbIX 3860n9BaHVIl7I, BO3HMKaWOWKMX B pe3synbrate MyTaLlVIVI B TreHax,

yyacTBylowmx B MeTabonuame uoHoB enesa. B 85-90% cnyyaeB npuumHoin HIM |

aBnsTcs MyTauum B reHe HFE (High Iron Fe): tun 1 HI. HapyweHne dyHkuum Genka
HFE npuBoAMT K NOBbILEHUIO YPOBHSA (DeppUTUHA U HaCbIWEHHOCTN TpaHcdeppuHa,
a Takke MNOBLILEHHOMY OTIIOXEHUIO Xenesa B napeHxume opraHoB. Havbonee uyactas
reHeTudeckass abeppauus, npuBoaswas k passuTtuio HI, sSBRNsSieTCs romMo3urotHas
myTaumsi C282Y B reHe HFE, o6HapyxvBaemas B 80-85% cnyyaes (01.02.15.1020).
Kpome atoro, reteposurotHas mytaumsa C282Y, accoummpoBaHHasi C retTepo3vroTHbIMU
NV FOMO3MIOTHLIMK nonuMopdmamamu H63D, Takke NPUBOAUT K Pa3BUTUIO KITMHUYECKON
cumntomaTukm HIC. MNeHeTpaHTHOCTE MyTaumi B reHe HFE coctaenset 70% u TonbKO Yy
10% naumeHTOB HabmogaeTcs TAXKenoe MyNbTUCUCTEMHOE TOPaXKEHNEe OpraHoB.
PaHH1MKu cumnTomamu HIT sBnsiloTcA apTpanrus, XpoHM4Yeckast ycTanocTb, UMMNOTEHLMS Y
MYXYMH U  aMeHOpes Yy >KEeHWMH, MoTeps BOMOC, a Takke renaTtomeranus,
rMnepnurMmeHTaLmsa KOXHbIX MOKPOBOB W apTpuT. B ganbHeiwem y nauveHtoB ¢ HI
MOXeT pa3BMBaTbCA TAXEenoe HapylweHue (yHKLMWA neYeHn BNAOTb A0 LMppo3a, a
TaKke caxapHbli AuabeT 2 Tvna n kKapavoMuonaTtusi.

3. Bone3nb BunbcoHa-KoHoBanoBa (BBK): npeacraensiet cobon HacneactseHHoe
ayTOCOMHO-peLeccBHOE 3aboneBaHne, Bbi3biBaEMOE pasnUyHbIMU BUOAMU FEHETUYECKUX
abeppaumn B reHe ATP7B. Mytaumm B reHe ATP7B npuBogaT K W3ObITOYHOMY
HaKOMMEHNI0 NOHOB MeaW B MapeHXMMe neyeHun, rofioBHOro Mosra U gpyrux opraHoB, YTO
Bbi3blBaeT 00pa3oBaHWe aKTWBHbIX pPagvKarnoB, OKWCMSOWMX MOSeKynbl NunuaoB K

6enkos M HapyLallmx ux dyHkuMn. Hanbonee yacToit MyTaumein npu BBK ssnsetcs |
H1069Q, koTopas Ha6niogaetcs B 30-70% Bcex cnyvaes (01.02.05.320). ,D,perIMVII

yacTelMn abeppauusmn  sensoTca  €.1340 1343del4, c¢.1770insT, c¢.2304insC, c.
2532delA, c. 3026_3028delTCA, 3029insT, 3031linsC, ¢.3627_3630del4,
3649 _3654del6, c. 3942delAT, 3947delG. OCHOBHbIMU KITMHUYECKUMW MPOSIBIIEHUSIMU
BBK saBnalTcA nopaxeHuMe ne4veHU (KenTyxa, renaTUT-NoAoOHble KPU3bl,
XpoHM4YecKass Gone3Hb mne4YeHW U yNbMUHAHTHBIA renaTuT), a TaKkke
HeBponornyeckne  (pasnuuHble  BUAbl  TUMEPKUHE30B,  atakcusl,  AUCTOHUSA)  W©
ncuxuaTpuyeckne HapylieHus (aenpeccus, [Ae3opraHv3aumsi JNMYHOCTW, HapylleHune
MHTENNeKTyanbHbiX yHkumin). Kpome atoro, oTnoxeHue meau no nepudepum poroson
obonoukn Habniogaetca B 50-60% y nauMeHToOB C «neveHouHbIM» eHoTunom BBK n y
90% nauMeHTOB C HEBPOIOTMYECKOWM CUMNTOMATUKOMN.

4. Cunppom XKunbbepa (CXK): HacneacTBeHHoe cocTosiHUE, XapaKTepuaytoLleecs
npuxogsiLlen runepounupybuHemMmen 3a CYET HEKOHBLIOTMPOBAHHOW  hpakumm
OunupybuHa. 3aboneBaHue HacrnegyeTcs MO ayTOCOMHO-PELIECCUBHOMY TuUMy, TO €CTb
[Onsi NOCTaHOBKM AnarHo3a TpebyeTcs Hanuyve Ha AByx annensx 6onee 7 TA-NoBTOpOB.
PacnpoctpaHeHHocTb CX cocTtasnseT B nonynsiumm 3-12 %. Hanbonee yactow npuymnHom
[aHHOro 3aboneBaHVsa SBMNSETCA 3KCMaHCKS NOBTOPOB, COCTOALMX U3 TUMUHA W aAeHVHa
(TA-noBTOpPOB), B NPOMOTOpPHOW 30He reHa UGT1A1l, kogupytouwero depmeHt UGT
(ypuaunamdocdatrmiokypoHunTpaHcdepassl)  (01.02.15.760).  [JaHHblii  hepMeHT
OTBETCTBEHEH 3a KOHblorauuio OunupybuHa. YBenuyeHwe komudectBa TA-MOBTOPOB
NPUBOAUT K CHWKEHWIO aKTUBHOCTW (PepMeHTa, MOBLILEHWUIO YPOBHS OGunupybuHa u
NMOSIBMEHNIO XKENTYLUHOCTU KOXHbIX MOKPOBOB M CMU3UCTLIX. B peakux crnyyasix akcnaHcust
Ha OOHOW annenu Takke MOXEeT MPUMBECTU K MOSIBNEHWMIO CUMNTOMOB. OCHOBHbIMU
nposisneHmsiMm CX sBnsitoTca cnabo BblpaXeHHasA KenTyxa, paccTpouMcTBa
Xenyao4Ho-KULWeYHOro TpakTa, cnaboctb, GbicTpas yromnsiemoctb, 6eccoHHuua. Mpu
konuyectse TA-noBTopoB Ha obeux annensx reHa UGT1A1 <6 guarHo3 CXK uckroueH.
Mpun Hannuum Ha ogHonm annenu =7 TA-NOBTOPOB M Ha BTOpow annenu <6 TA- NoBTOpoB
anarHo3 CXK manoBeposiTeH.

5. HeankoronbHas xupoBas 6one3Hb neveHu (HXKBI): npeacraensieT coboii
COCTOSIHWE, XapakTepusylolleecs MaToNOorM4yecCKUM HaKOMIMEHMEM Xupa B Me4veHwu,
VHCYNUHOPE3UCTEHTHOCTBIO M Hanuuuem cteato3a B Goree yem 5% renaToumToB.
HXXIMB BkntovaeT B cebs ABa MOHATUS: HearnKoronbHbIA xuposor renato3 (HAXI) u
HeankoronbHbii  cTeatorenatut (HACI). HXXBI1 - Havbonee pacnpocTpaHeHHoe
3aboneBaHve neyeHu B 3anafHbix cTpaHax. Ero yacTtoTta cpeaw B3pocnoro HaceneHus
coctaBnseT oT 17% fo 46%. He3nopoBbli 06pas xusHM — rnaBHasi NpUYMHa pasBuTHsA u
nporpeccvpoBaHna HXXBI, ogHako Oblno nokasaHo, YTO HapylleHve meTabonuama
TPUIMWLEPUOOB M HapylleHWe WX rMAaponusa, Bbi3BaHHoe MmyTauven 1148M B reHe
PNPLA3 (natatuH-nogobHas docdonmnasa), sBNseTcs MoaudUKaTOPOM TSHKECTU
3aboneBaHns no Bcemy rucronornyeckomy cnektpy. Mytaumsa 1148M accoummpoBaHa ¢
puckom passutust HACT, LMppPO30M NMeYeHu 1 renaToLensIFNAPHON KapLIMHOMOW.
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Tab6n. 1. labopaTopHblit MUHUMYM 06cneaoBaHUA
NaLMeHTOB C NOPaXKeHUeM nevyeHu:

1. BuoxMmmuyeckne mapKepbl nopaskeHna neyenu (ANT,

ACT, W®, 6unnpybun, IMTM)

2. Mapkepbl renatntoB B C

3. Ceposiorna ayTOMMMYyHHbIX 3a60/1€BaHMI MNeyYeHn

(01.02.15.301)

4. TeHoTMNMpoBaHue reHa PiS/PiZ (01.02.15.1255)

5. FeHoTunuposaHue reHa HFE (01.02.15.1020)

6. leHoTMNMposaHue reHa ATP7B (01.02.05.320)

7. TeHoTunuposaHue reHa UGT1A1 (01.02.15.760)

8.feHoTunmMpoBsaHue reHa PNPLA3 (01.02.15.1180)
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r'eHodua2Hocmuka 3abosieeaHull ne4yeHuU

Kod LenHa HaszeaHue nabopamopHo20 uccriedoeaHusl

[101.02.15.1255 | 750 py6 | O6HapyxeHne annenew PiZ n PiS npu HegocTaTouHOCTH anba-1-aHTutpuncuHa (34TA)

[] 01.02.15.1020| 1550 py6 | FeHoTunuposaHue reHa HFE npn HacneacTBeHHoM remoxpomatose | Tuna (O4TA)

[ 01.02.05.320 | 3250 py6 | FeHoTunuposaHne reHa ATP7B npu 6onesun BunbcoHa-KoHosanosa(3/TA)

[101.02.15760 | 1650 py6 | FeHoTunuposaHue reHa UGT1A1 npu cunapome Xunbbepa (mpobupka 34TA)

[] 01.02.15.1180| 1650 py6 | eHoTunmposaHne reHa PNPLA3 npu HeankoronbHoOMW XupoBoun 6ones3uu neveHn(3JTA)

[101.02.15.1120 | 4950 py6 | MeHeTn4eckas natonorua nevyenn (HFE, ATP7B, A1AT n PNPLA3) (3[TA)

HuacHocmuka aymoOUMMYHHbIX 3abosieeaHull neyeHu

[101.02.15045 | 980 py6 | AHTUTena K MUTOXoHapMsSM (AMA)

[ 01.02.15.055 | 1100 py6 | AHTMTENa K MMKPOCOMaM neveHun-noyek (aHtn-LKM)

[101.02.15.040 | 980 py6 | AHTUTEna rnagkum meiwuam (ArMA)

[ 01.02.15.635 | 1300 py6 | OunarHocTnka aytouMMyHHoro renatuta (aHTu-ASGPR)

[101.02.15.005 | 890 py6 | AHTUHYKNeapHbI pakTop Ha KneToyHow NnHum HEp-2 (AHO®)

[1 01.02.15.010 | 1590 py6 | AHTUTENa K unTonnasme Hentpocunos (LAHLA/MAHLA) IgG

[ 01.02.15.060 | 3980 py6 | CKPMHUHI ayTOUMMYHHOro nopaxeHusi nedeHun (AFMA, AMA, AMNKX, LKM, AH®)

AHTUTena nNpuM ayTOMMMYHHbIX 3a6oneBaHusaX nevyeHu (SLA/LP, LC1, LKM1, AMA-M2, M2-
[0 01.02.15.306 | 2950 py6 3E, Sp-100, PML, gp210)

O 01.02.15.301 | 4950 pv6 Pa3BepHyTasi ceposiornsi ayToMuMMyHHbIX 3a6oneBaHun nedeHu (AH®, ATMA, AMA, ATKXK,
e PYO| | KM SLA/LP, LC-1, LKM1, AMA-M2, M2-3E, Sp-100, PML, gp210)

1 01.02.15.1130 | 1200 py6 YKen4yHble KUCNOThI B KpoBU (XOJ'IeCTGS)

[0 01.02.15.540 | 1950 py6 | OnpenenexHue cogepxaHus noaknacca lgG4

Mopsapok npoBeaeHus oocnenoBaHMA AeTen N B3pOCHbIX

MecTtoHaxoxaeHue: [NepBbit CaHKT-MNeTepOyprckMin rocyqapCTBeHHbI MEAULMHCKMIA yHUBepcuTeT uM.akag.W.M.Masnosa -
MCNermMy (éeiswun 1 JIMWU): Agpec: CI16, yn. lNlbBa ToncToro 6/8, meTpo «[leTporpaackasy», 28 kopnyc Hay4Ho-meTogn4eckuii
LEHTP MO MOMEKYNAPHON MeanuuHe, JlabopaTtopusi MarHOCTUKM ayTOMMMYHHBIX 3aboneBaHuii. Cxema Ha www.autoimmun.ru
Kak npoutu: Bxog Ha Tepputoputo YHuMBepcuTeTa C nepekpecTtka Hab. peku Kapnosku u yn. [NeTponaBnoBckon 4yepes
wnarbaym, nponTn Bneped no Hab.pekn Kapnosku, HMKyaa He cBopaymBasd, 200 MeTpoB A0 ceporo 3-X aTaxHoro 3gaHus (28
Kopnyc), MOAHATBCS Ha 3- aTax MO npaBow nectHuue. Yacbl paboTbl U npuema Guomatepuana: no paboynm gHsSM C
rnoHedernbHUKa no namduyy ¢ 10 go 15 yacos, gexypHbein Bpad ¢ 10 go 16 yacoB. CaoaTb BEHO3HYI KPOBb 83POC/bIM 10
paboyum OHaMm c 8-30 po 13-00 B nonuknuHuke TMCMGIMY (cm. cxemy), caaTb kpoBb y demed BO3MOXHO MO 3anucy Mo
TenedgoHy 905-89-51.
HasHauyeHne obGcnepoBaHuAa: KoHcynbTauum no obbemy obcnefoBaHWs M AMArHOCTUYECKOMY 3HAYeHW0 TEeCTOB MOXHO
nony4mTb No TenedoHy nabopatopun (812)-994-53-24, nubo obpaTtmemck no e-mail: autoimmun@mail.ru. Ana HasHavyeHus
afeKkBaTHOro o6crnegoBaHNa PEKOMEHAYETCS MPUNOXUTL K HaNPaBNEHUIO KPATKUIA KITMHUYECKUI 3NMKPK3 ANS AEXYPHOro Bpaya
nabopatopun. PekomeHayem ykas3aTb Ha HanpasneHun E-mail, B aTom cnyyae pesynbTatbl MccnegoBaHui, nocrne ux
BbINOMHEHMA, aBToMaTn4eckn byayT BeicnaHbl Ha E-mail.
[nsa reHeTu4eckoro uccnepoBaHue Tpedyetcs 1-5 mn KpoBu B npodbupke ¢ AATA (dmnonetoBas Kpbiwka), nmdéo
obGpaseul cnoHbl. CpOK UCNONHEeHUA uccriegoBaHuA Ao 5 pabounx gHewn!
3abop ocyulectBnsderca B noboe Bpems CYTOK, BHE 3aBWCMMOCTU OT npuema nuwin. 3abop BEHO3HOW KpPOBW [AOMKEeH
NPOBOAMTLCA B CneumanbHyo Nnpobupky, cogepxallyto aHTukoarynaHt 3 TA (npobupka «ans obuero aHanmsa kposuy). MNocne
B3ATMA o6pasua kposu npobupka gormkHa OblTb HECKONBKO pa3 nepeBepHyTa BBepX AHOM AN TOro, YTobbl KpoBb B Npobupke
TLaTeNbHO NepemMeLlanachb ¢ aHTMKoarynsHTom. Mpu TpaHCNOPTUPOBKE KPOBb MOXKET XpPaHWUTLCA NPYU KOMHATHON TeMnepaType.
B Tom cnyyae, ecnu obpasel TpebyeTcs coxpaHuTb, TO Npobupky ¢ 06pasLoM KPpOBM BO3MOXHO XpPaHWUTb B XONOAMUIIbHUKE Npu
+4 rpagycax B Te4eHune 2-x gHen. Ha npobupke fomkHbl 6biTe pa3dbopynmBo HanucaHbl hamunns, MMst U OTYECTBO NaLUEHTa.
AHanu3bl Ha ayTOMMMYHHbIe 3ab60fieBaHMUA NeYeHN NPUHUMAIOTCA B CYXON Ceporiormyeckon (bmoxmmmyeckomn)
npo6upke (Hanp. BakyTenHep) ¢ KpacHOM KpbiwkKkon 5-10 mn KpoBwu (y AeTen 2-5 Mn KpoBwM)
Bpemsa npuema yxe B3siToro matepuana B nabopatopun ¢ 10 go 15 yacoB. Ha npobupke unu koHTenHepe ¢ GUONOrMYecKUm
obpasuom gomkHa 6bITb pa3bopuneo ykazaHa Pamunua U.0O. obeneayemoro nuual
HdocTaBka maTepuana B nabopaTtopuio:
Yke nonyyeHHbIn MaTepman MoxeT BbiTb gocTaBneH B nabopatoputo HMLL no monekynspHow MmeavuuHe camvm 60MbHbIM MIn
poAcTBEHHUKamMu ©GonbHoro. Matepuan 6o0nbHbIX, HanpaBreHHbIX Ha obcnefoBaHMe, coxpaHseTcss B nabopatopuu. [pu
Heo6XxoaMMOCTM OOMONHUTENbLHOro obcneaoBaHusa B TedeHe 1 Mecsila ¢ MOMEHTa nepBoro obcrefoBaHWs Ans BblNOMHEHUS
nabopaTopHbIX TECTOB MOXET ObITb MCMONBb30BaH UCXOAHbIV BomaTepuan naumeHTa. Heobxoammo npeaBapuTenbHO YTOYHNUTD
Hanvuve 6uomaTtepwana nauueHTa B kpuobaHke nabopatopum WM cornacosaTb NepeyeHb TeCTOB ANS AONOSHUTENbHOro
obcnenoBaHus. lNocne BbLIMONHEHUSA WCCNEeAOBaHWA pesynbTaTbl BblAATCA MauUMEHTY Ha pyku B nabopaTtopuu no dakty
onnartbl MeauLUUHCKON nabopaTopHON YCryru.

E-mail: autoimmun@mail.ru CanTt B cetu UHTepHeT: www.autoimmun.ru

NpumeyaHune: [aHHbIV NPOCNEKT He ABNAETCA GUHAHCOBLIM OKYMEHTOM, NPUBEAEHHbIE LieHbl UMEIOT OPUEHTUPOBOYHOE 3HaYeHue. [leiCTBYIOWME LieHbl YTOYHATbL NO Ten. 994-53-24. 01/01/2021
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