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NOJMIHAOKPHUHHOIO cuHApoMa 1-ro Tuna (nmepsbiii onbIT B Poccun)

K.M.H. E.M. OPAOBA', A.C. CO3AEBA", M.E. KAPMAHOB?, k.6.H. A. BPEMBMK?, k.m.H. 2. XYCBW3,
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OuenunBan poab ayToanTuteA (AT) k untepcdeponam (MPH)-w u -0, B AMarHOCTUKE ayTOMMMYHHOTO MOAMIAQHAYASIPHOTO
cuHapoma 1-ro tuna (AMC 1), a Taioke cneuncnyHOCTb U YyBcTBUTEABHOCT MeToAa HEK-Blue cell ars onpeaeaenns atux AT.
B uccaeroBanue Obian BkAOYeHbl 34 naumenta ¢ AMNC 1 u 21 nauneHT ¢ ovaroBoi aroneuueii. Cpean naunentos ¢ AlNC 1
BbICOKME TUTPbI aHTHTeA K MDH-w obHapyxeHbl B 100%, a AT k MO@H-a, — B 97% cAyuyaes. Y BCex NauMeHTOB C O4aroBoi
anoneumeii coorsercrytomme AT otcytcTBoBan. Takum ob6pasom, onpeaerenne AT k MOH-w u -a, ¢ MCNOAb30BaHHEM KAETOK
HEK-Blue siBAsieTcs BbicOkOCneUM(PUUHBIM U BbICOKOYYBCTBUTEABHBIM METOAOM AMarHocTukn AMC 1.

KAatoueBble caoBa: ayTOMMMyHHbIFl HOAMI'/\aHAy/\ﬂprIVi CUHAPOM 1-ro Tura, anorieumsi, TMMoma, MHTep(PepOHbl—w n —CYZ/ METOA
HEK-blue cells.
The new immunological methods for diagnostics of type 1 autoimmune polyendocrine syndrome
(the first experience in Russia)
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'Endocrinology Research Centre, Moscow, Russia; 2Russian Children’s Clinical Hospital, Moscow, Russia; *University of Bergen, Norway

This study was designed to ascertain the role of anti-interferon (IFN)-w and -a, antibodies (AB) in diagnostics of type 1 autoim-
mune polyglandular syndrome (APS-1) and evaluate specificity and sensitivity of the HEK-Blue cells method used to detect these
antibodies. The study included 34 patients presenting with APS-1 and 21 patients with focal alopecia. All 100% of the patients
with APS-1 ehxhibited high titers of anti IFN-w antibodies; 97 % of them had anti IFN-a, antibodies. These antibodies were not
found in the patients with focal alopecia. It is concluded that the measurement of anti IFN-a and a, antibodies with the use of

HEK-Blue cells is a highly specific and sensitive method for diagnostics of APS-1.

Keywords: type 1 autoimmune polyglandular syndrome, alopecia, thymoma, interferon -w and a,, HEK-Blue cells method.
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AYTOMMMYHHBIIA  MOJUIIAHAYISPHBIA  CUHIPOM
1-ro Tumna (AIIC 1) — 3T0 peaKoe MOHOTeHHOE 3a00ie-
BaHUeE, CBSI3aHHOE C MyTaIlMSIMU B TeHE «ayTOUMMYHHO-
ro perynastopa» (AIRE — autoimmune regulator) [1, 2].
Myrtanuu B reHe AIRE NpuBOAST K HApylLIEHUIO o0pa-
30BaHUs OejIKa ayTOMMMYHHOT'O PeryjsiTopa, (hyHKIIHS
KOTOPOTO 0 KOHIIAa HE U3BECTHA, 1 MaTOTeHe3 3adoJie-
BaHUS He SICEH, OHAKO MpenrnojaraeTcs, YTo JaHHBIA
0eJIOK y4acTBYET B PETyJISIIIUM ITPOIIECCOB HEraTUBHOM
cenekuuu T-TMMGOIIUTOB B IIEHTPAJIBHBIX OPraHax MM -
MyHHOI cucTeMbl. OTCyTCTBHE 6eIKa «ayTOMMMYHHOTO
pEryJsiTopa» MPUBOIUT K CHYKEHUIO SKCIIPECCUU ayTO-
AHTUTCHOB B TUMYCE Y HapyIIEHUIO HETaTUBHOM CeJIeK-
1y T-1uMdOIUTOB, YTO CITOCOOCTBYET Pa3BUTUIO pa3-
JIMYHBIX ayTOMMMYHHBIX KOMIIOHEHTOB 3TOro 3aboie-
BaHUS: XPOHUYECKOTO KOXHO-CIM3MCTOIO KaHAUI03a
(XKCK), runonaparupeo3sa (I'TIT), nepBuuHO# XpoHU-
YyecKoi HaAmo4YeyHUKOBOM HemoctatrouHoctu (XHH),
ajioneluy, BUTWIUTO, TUIOIJIa3uK 3yOHOH aMaiu, ay-
TOMMMYHHOI 3HTEpONaTU, WHCYJIMH3aBUCHMOIO Ca-
XapHOro nuabeTa, ayTOMMMYHHOI'O THPEOMANTA, IIep-
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BUYHOTO TMIIOTOHAAM3Ma, ayTOMMMYHHOTO TeraTHTa,
ayTOMMMYHHOTO KepaTuTa u onedapurta u T.4. [1, 3, 4].

JunarHoctuka 3a0ojieBaHUsI OCHOBaHa Ha OOHapy-
JKEHUHU Y NalMeHTa KaKk MUHUMYM JIBYX 13 TPEX «OCHOB-
HBIX» KOMIIOHEHTOB 3a00JIeBaHMS («KJlaccuJecKas qua-
na unu Tpuaga». XKCK, I'TIT u XHH), a Takxke npu
HaJIMYUU OTHOTO U3 TPEX KOMIIOHEHTOB B ClIy4ae, €ClIU
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y POACTBEHHMKA MEPBOTO IMOPsIIKa T0Ka3aHO 3TO 3a00-
JieBaHue. B TeuyeHre MHOTMX JeT 3a00JeBaHUE MOXET
MPOTeKaTb MOHOKOMIIOHEHTHO, YTO MOXET 3aTPYIHSITh
KJIMHUYECKYIO AUarHocTuky. Uccaenosanue rena AIRE
nos3BosisieT nmoAaTBepauTh auarHo3 AIIC 1 B HeTunmy-
HBIX CJIy4YasiX WM ellle 10 TOro, Kak MaHUudeCTupoBaIu
OCHOBHBIE KIIMHUYECKNE KOMIIOHEHTHI.

B Poccum uccnenoBanue reHa A/RE npoBoauTcs ¢
2002 r. Hannume yacroit mytauuu Arg257Stop, xapak-
TEPHON JISI POCCUMCKOM IIOIIYJISILIUY, IO3BOJISIET BO
MHOTMX CJIydasiX IyTeM MCCJIeIOBaHUS OTHOTO 3K30Ha
OOHaPYXKUTh MYTaLIMIO U TOCTABUTh AMarHo3. OgHako B
30% anneneit BcTpeyaloTcs Ipyrue MyTallMd, M B 9THUX
cIyJyasix HeoOXOIMMO ITIOJTHOe CEKBEHHpPOBaHUE TI'eHa,
YTO SIBJIIETCS 00Jiee NOJTMM I10 CPOKaM BBITIOJTHEHUS U
JOPOTOCTOSIIIIMM METOAOM AuarHoctuku. B 5—8% ai-
JieJieit MyTalluu He yaaeTcsl OOHApYKUTh 1aXe MPU UC-
cliemoBaHUY Bcero reHa [5].

B Hacrosmuit MOMEHT pa3paboTaHbl U IIMPOKO
MPUMEHSIOTCSI HOBbIE UMMYHOJIOTUYECKHE METOIBI 1~
arHoctuku AIIC 1 — ompeneneHue aHTUTEN K UHTEP-
deponam (MDH) 1 tuna (MPH-o u -m) [6].

WUntepdeponsl 1-ro TMma, Kak M BCe OCTaJIbHBIC
LIUTOKMHBI, Y4aCTBYIOT B MMMYHHBIX ITpolieccax, Ipo-
HUCXOISIINX B OpraHU3Me, OTJINYAIOTCS OT IPYTUX UH-
TepdEepPOHOB PELIETITOPOM, C KOTOPHIM OHM B3aMMO-
neicTByioT [7, 8]. AyroanTurena (AT) Kk UOH-o u -o
BIIEpBbIC ObLIM BBISIBJICHBI Y MALIMEHTOB ¢ TUMOMaMU
u MuacTeHueit A. Meager u coanT. [9]. MUccrnenoBaHue
AT x maHHBIM LIMTOKMHaM y manueHToB ¢ AIIC 1
BIIEpBbIE OBLIO MPOBEAECHO TaKXe MOA PYKOBOACTBOM
A. Meager. UccinenoBatenu BBISBUIU BHICOKME TUTPHI
9TUX aHTUTEN y Bcex mauueHToB ¢ AIIC 1, Torma kak
HU y onmHoro u3 nauueHToB ¢ AIIC 2 wiu uzonupo-
BaHHBIMU ayTOMMMYHHBIMU 3a00J€BaHUSIMU 3TU aH-
TUTeNa OOHApYXKEeHBI He ObUTH. Y MallMeHTOB ¢ TUMO-
Mmamu aHtutena K MOH-a u -0 oObHapyXuUBalnch B
0oJiee HU3KaX TUTPax U B MEHbIIIEM MPOLIEHTE CIydya-
eB (60%) |6, 10].

B nmanpHeileM IPOBOAWIMCH MHOTOYHCJICHHBIE
pa6oTtel 1o n3yyeHuio AT k UPH-a u -mw, 1 66U10 10-
Ka3aHO, YTO OHU SIBJISIIOTCSI BHICOKOCTICLIM(PUIHBIMU U
BBICOKOUYBCTBUTEIbHBIMU Mapkepamu AIIC 1 [9, 11—
14].

OuaroBasi (THe3qHas1) ajoIelus — ayTOUMMYHHOE
3a00JIeBaHNE, KOTOPOE BCTpEYaeTcsl, MO pa3HbIM daH-
HbBIM, ¥ 0,9—6,9% nroneit B oOLLIEi MONYISALUNA. DTHO-
Jjorusl 3aboJjieBaHUsS 1O KOHIA He sicHa. Ilo TskecTtu
MPOSBIEHUI BBIAENIAIOT OAHOOYAaroByl0, MHOI0O4Yaro-
BYIO (hOpPMBI, KOTOpPBIE OTHOCSIT K JIETKUM, U TSKeJIble
¢dopMbI — CcyOTOTAJIbBHOE M TOTAJbHOE BBIMAACHUE BO-
JIOC Ha ToJIoBe, YHUBEpcaIbHYyI0 (hOpMY C BhIIIaIeHUEM
BOJIOC Ha BCEM TeJie, a TakKe peCHUII 1 6poBeitl. Onuca-
HBI TeHETUYECKHME MpeapacIiojaratoinye ¢pakropsl (ra-
mnotunel HLA 11 xmacca, monmuMop¢hu3Mbl B TeHax
AIRE, FLG, MX1, PTPN22 n np.), (paKTOphI OKpYyKato-
meit cpenpl. Koppensiiuit MexXny TSXKeCTblo TSUCHUS U
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KOHKPETHBIMM TOJUMOpGhU3MaMUI  HE YCTaHOBJICHO
[15—18]. OuaroBas ajgomnenus MOXeT TaKXKe pa3BUBaTh-
csl TIpU IPYTMX ayTOMMMYHHBIX 3a00JIeBaHUSIX — PEB-
MaTOMIHOM apTPUTE, CUCTEMHOM KPAaCHOM BOJIYAHKE,
ayTOMMMYHHBIX 3a00JIeBaHUSIX SHIOKPUHHOW CHCTe-
MbI, B ToM uuciie ipu AIIC 1, mpu KoTopoMm yacTtoTa
anonenuu nocturaet 30% [15, 19]. BrisaBneHue ciaydaeB
AIIC 1 cpeau mauMeHTOB ¢ U30JMPOBAHHOI 0YaroBoit
AJIOIECLIEN SBJISIETCS AKTyaJbHOM U TPYIHOM KJIMHUYE-
CKOM 3a7ayeit.

Lenb maHHOTO MCCIeAOBAaHUSI — OIpPEAeIUTh 3HA-
yenne AT kK MDPH B mnarnoctuke AIIC 1, a Takke ycra-
HOBUTbH CIEIUGUYHOCTh U YYBCTBUTEIBHOCTh METOIA
HEK-Blue cells myist onpenenennst anturea K MOH-w n
-a,, it auardoctuku AIIC 1 m nzonnpoBaHHOM o4aro-
BOM ajioneLuu.

Marepnan u metoani

MBI BKJTIOUMIN B UCCIIEAOBAHUE ABE TPYIIIHI Mall-
eHToB: rpynmna A — nauueHTsl ¢ AIIC 1, rpynma B —
MMaIMeHTHI ¢ ouyaroBoii anomnenueit 6e3 AIIC 1.

Ipymna A — mammuenTsl ¢ AIIC 1, KoTopbie y9acTBO-
BaJId B MCCJIEIOBaHUU, COCTOST B Poccuiickom peru-
ctpe nauueHToB ¢ AIIC 1, koTopsrit Benercst B UHCTH-
TyTe AeTckoi sHgokpuHonorun DHII ¢ 2000 r. IMamu-
€HTBI HAaOTIOOAIOTCS MMOCTOSTHHO B MMHCTUTYTE OeTCKOi
sHuokpuHonorun DHIL (Mocksa), Poccuiickoii pe-
cryonukaHckoi aerckoit bonpHulle (PJIIKB, Mocksa),
a TakKe SHIOKPUHOJIOTaMU B pa3HbIX perroHax Pd.
B manHoOe ucciaenoBaHue ObLIA BKIIIOUCHBI 34 TTaliueHTa
¢ ATIC 1 (20 xeHmMH 1 14 My>X41H B Bo3pacTe oT 7 10
28 net, cpenHuii Bo3pact 23 rona ). luarno3 AIIC 1 6b11
YCTaHOBJICH Ha OCHOBAaHMU KIMHUYECKONW KapTUHBI
(nBa 1 60JIee OCHOBHBIX KOMIIOHEHTA 3a00JIeBaHUS) U/
WM HaJTn4us MyTaluii B reHe AIRE.

B rpynmy B BxiroueH 21 mammeHT ¢ 04aroBOM ajao-
rereit (12 XXeHIH 1 9 My>XU4rH B Bo3pacte oT 4 10 43
JIeT, cpeaHuit Bo3pacT 12,5 roma), KoTopble Hab0Aa-
1otcs B MHCTUTYTE AeTcKoi aHmokpuHonoruu DHI un'y
KOTOPBIX HA MOMEHT ITOCJICIHETO OCMOTpPa HE BHISIBICHO
HU OIHOTO U3 OCHOBHBIX KJIMHWYECKUX KOMITOHEHTOB
AIIC 1.

BceM manuenTam u3 rpynin A u B OblT mpoBeneH
aHaJIM3 KIWMHMYECKUX TIPOSIBICHUM, HCCIeI0BaHUE
antuten K MOH-w n-a,. Bcem nauuenTam u3 rpymsl
A 1 6 mauyeHTaM U3 TPYIIbl B OB MpoBeaeH aHaln3
reHa AIRE (4acTUYHO JaHHBIE 1O BBISIBJIEHHBIM MyTa-
M B reHe AIRE Oblny oIy0IMKOBaHbI HAMU paHee)
[14].

HUccnenosanue AT x UOH-a, 1 -0 npoBoanioch
metomoM HEK-blue cells assay (Meron paspaboTaH
IPYIIION  YYEHBIX TIOA  PYKOBOICTBOM  IIpod.
E. Husebye, Hopserus [5]) ¢ ucnoiab3oBaHueM KyJIbTy-
pbl KJIETOK YeJI0BEeYeCKOl 3MOPHUOHAIBLHOM IIOYKH,
TpaHC(EKTUPOBAHHBIX CIEHU(PUISCKUMU TUIa3MUIa-
Mu. B ocHOBe MeTona JIeXXUT CIOCOOHOCTh TpacheKTH-
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POBAHHBIX KJIETOK CUHTE3MpOBaTh IIEJIOUHYIO (ocda-
ta3y B npucyrcteun MOH. KiteTku nMeroT perenTophl
K MDPH u cuctemy 6MocuHTEe3a 1IET09HOM (hocdaTassl,
KOTOpble KOIMPYIOTCS IUTa3MHUAAMU, COIEpXKaIlliuMU
crenuduieckre BeKTOphbl. B MpUCYTCTBUM CHIBOPOTKU
MalyeHTa ¢ BBICOKUM TUTpoM aHTutes K MPH criocoo-
HOCTb KJIETKM CHUHTE3MpOBaTh IIEJIOUHYIO (ocdarasy
MOJABJISIETCS, YTO B CBOIO 04Yepelb MOXHO 3a(uKCUpO-
BaThb IIPY MOMOIIM a0COPOLIMOHHOIO aHAIU3a C IIPUME-
HEHMEM KpacuTes.

HccaenoBaHue aHTUTEN METOOOM IPOBOAMIOCH B
nadoparopuu YuuBepcutera beprena (Hopserus).

PacueTr 4yyBCTBUTEIBLHOCTU U CIIELU(UIHOCTU Me-
TOAA MPOBOIUJICS CTAHIAPTHBIMU METOIAMU.

Pe3yAbTarhbl

I'pymma A

B pesymprare aHanuza ¢eHOTHNA ITAIUEHTOB C
ATIC 1 Tprama OCHOBHBIX KOMIIOHEHTOB BhIsIBIEHa y 21
(62%) n3 34 mauneHroB, nuaga — y 9 (26%). Ha ocHo-
BaHUM TEHETUYECKOTO MCCJIEIOBAaHUS OMAarHo3 ycTa-
HoBlieH 4 (12%) nauueHTaM, KOTOPbIE UMEIM TOJbKO
OIWH OCHOBHOI KOMIIOHEHT (M30JIMPOBAaHHBINA WU B
COYCTAHUM C IPYTUMHM <«MaJIbIMM» KOMIIOHCHTaMM).
V¥ Bcex manmenToB ¢ AIIC 1 ob6HapykeHa XOTs ObI OgHA
Mytanys B reHe AIRFE (y 31 malimeHTa — B IBYX aJJIEISIX,
y 3 — B onHOM ajiene). B 67% anneneii BolsiBlIeHa Ya-
cras myTtaumst R257X, B 29% — npyrue myrauuu, B 4%
— MyTaluii He oOHapyXeHo. Y 44% mnalneHToOB U3 1aH-
HO1 TpYIIITBI HAOI0OAIaCh OYaroBast aJoMeIIysl.

Boicokue tutpsl aHturesr K MOH-w oOHapyKeHBI y
34 (100%) nmauuenTtoB ¢ moarBepxaeHHbIM AIIC 1, k
HN®H-a,—y 33 (97%). [NaunenTka, y KOTOpOii aHTUTENA
K MMDH-0.,, He GbUIM BBISIBIEHDI IPY TTONOXUTENBHBIX aH-
mutenax K MPH-w, cooTBETCTBYET MO KIMHUYECKUM
kputepusMm auarHo3y AIIC 1, Ho 3aboseBaHME UMEET OT-
HOCHUTEJIEHO MSITKOE MEUICHHO MPOTpeccUpylolee Teve-
HMeE: TMIIoNapaTUpeo3 MaHU(MECTUPOBaIL B 6 JIET, HAAIO-
YEYHMKOBYIO HEOCTATOYHOCTh YCTAHOBWIM B 17 JIET, HU-
KOrma He OTMEYaJioCh IMPU3HAKOB KaHIWIO03a, MMEET 2
3IOPOBBIX AETEM, B BO3pacTe 28 jieT HOBBIX KOMITOHEHTOB
He ObLIO BhIsIBIEHO. IIpu reHeTMYeCKOM aHalu3e Yy JaH-
HOM MalMEHTKU HAWIAEHA TOJBKO OIHA 4YacTask MyTalus
R257X, Bo BropoM aJjiesie MyTaiys He OOHapyskKeHa.

JlaHHBIe TIpEICTABICHBI B TA0/HMIIE.

I'pymna B

I1pu aHanu3e KIMHUYECKOM KapTUHBI CPEAu Malu-
eHTOB ¢ ajonenueit y 13 u3 21 nmauueHTa He ObLIO APY-
TMX HapyIIeHWH, y 6 TakKe OBLT BBISIBJICH XPOHUYECKHI
ayTOMMMYHHBI TUPEOUAUT, 3 CTpaJalu caxapHbIM IU-
abetoM l-roTuna, y 1 malueHTa OTMe4aa0Ch BUTUIIUTO.
AJjornenysl Jerkoit creneHu (OAHO- U MHOroo4aronas)
obnay 11 (52%) nanyeHToB, TSXeJ0i cTereHu (CyoTo-
TaJbHasl, TOTajbHasl, yHUBepcaibHas1) v 10 (48%). Y 6
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MalueHTOB MpoBeaeHo uccienoBanue rena AIRE, B pe-
3yJIbTaTe KOTOPOTO MYyTalliK He ObUIM HAllIEHBI.

Antutena K MOH-w u -a, He ObLIM OOHAPYXKEHBI
HH Y OTHOT'O ITALIMEHTA U3 TPYIIIIbI C 04arOBOM aJ0MeL -
el (cM. TadamIy).

CneunprUIHOCTh METOJIOB ONPEACICHUST aHTUTEN K
N®H-w u -a, cocrasnsger 100%. YysBcTBUTENLHOCTD
Merona omnpeneneHus aHtureal Kk MPH-w mocrturaer
100% , uToO BBIIIIE, YeM YYBCTBUTEILHOCTh METOIA OIIpe-
nenenus antuten K UPH-a, (97%). Ilpornoctnyeckas
3HAYMMOCTh TIOJIOXXUTEJIBHOIO pPEe3yJbTaTa 3TUX IBYX
MeTonoB Takxke gocturaer 100%, a mporHocTudeckast
3HAYMMOCTh OTPULIATEILHOTO Pe3y/IbTaTa METO/Ia OIIpe-
nenaennst antureda K MOH-w (100%) Breile, yeM MeToIa
onpezenenus anturen K UOH-a, (95%) (cm. Tadaumy).

Oo6cyxaeHune

OcHoBHBIMU MeTonamu trarHocTuk ATIC 1 B PD B
HACTOSIINI MOMEHT SIBJITFOTCS KIIMHUYeCKasl M TeHETH -
YyecKasl JUMarHOCTHKA 3a00JIeBaHMSI, TOTIAa KaK UMMYHO-
JIOTMYECKNE METOObl ITMATHOCTUKU HE IPUMEHSIOTCS.
WUccnenoBanue reHa AIRE Ha Hajnuuyude OOHOM 4acToi
myTamu R257X no3BosisieT ycTaHOBUTh nuarHo3 y 50%
poccuiickux mauueHToB ¢ AIIC 1, y KoTopbIx 3Ta MyTa-
LIS BBISIBIISIETCSI B TOMO3UIOTHOM COCTOSIHUM, U Y 20%
TPEATIONIOXUTH C BLICOKOI BEPOSITHOCTBIO, KOT/Ia JaHHAs
MyTalusl onpenessieTcss B omHoM ajuienie [S]. Takum 06-
pa3oM, TPUMEPHO B TIOJIOBMHE CIIy4aeB NUAarHOCTUKHU
ATIC 1 TtpebyeTcs mpoBeAeHMsI MOJHOTO CEKBEHUPOBa-
Hus reHa AIRE, 4to nejlaeT 3TO UCCAENOBAaHUE CYlIe-
CTBEHHO JIOPOXeE ¥ MPOJIEBAET CPOKU €TO BHITTOJTHEHMS.

Onpenenenne anTuTe) K MOH-0 SBIsIeTCS BBICO-
KOCITeIIU(UIHBIM U BHICOKOYYBCTBUTEIIBHBIM METOIOM
nuarHoctuku AITIC 1. B naHHOM McciieqoBaHUM TTOKa-
3aHO, YTO Bce poccuiickue nmanueHTsl ¢ AIIC 1, BKITO-
YeHHBIC B MCCIIeAOBaHNE, MMEIN BEICOKME TUTPHI 3THX
AHTHUTEI.

B HacTosmmit MOMEHT pa3paboTaHO U IIPUMEHSIET-
Cs1 B J1aOOpaTOPHOM KIIMHUYECKON MPaKTHKe HECKOIBKO
METOHOB OIIpeAeICHUs] HENTPAIM3YIOIINX aHTUTET K
NH®-w, B Tom uncie axkcnpecc-meton HEK-blue cells
assay, KOTOPHIN SIBIIIETCS CPaBHUMEIM IO CITeI(UY-
HOCTU W YYBCTBUTEIHLHOCTH M MOXET IIPUMEHSITBCS B
KJIMHWYECKON TIpakTHKe. Vcmonp3oBaHUWE MeToda
omnpenenieHus anturel K MO@H-w no3Bojser 3a 2 gHs
YCTaHOBUTH JMArHO3 NallMeHTaM C U30JUPOBAHHBIMU U
HeTunu4yHbIMU opmamu AIIC 1.

Pesynbrathl, MOJyYeHHBIE B POCCHIICKOM TpyIIIie
MMAIMEHTOB, TTOJTHOCTHIO COBMANAIOT C MEXIYHAPOTHBI-
MU pe3yJIbTaTaMM U ellle pa3 MOATBEPKIAI0T UyBCTBU-
TEJILHOCTh U CHEIM(UIHOCT, HOBOTO METOHAa THAarHO-
ctuku ATIC 1.

PacnipocTpaHeHHOCTh OYaroBOi ajionenuu B 00-
el TMONYISIIMY B pa3JIMIHBIX CTpaHaX BapbUPYET OT
0,910 6,9%, y mauuentos ¢ AIIC 1 — ot 30 10 40% [15,
19]. Xots AIIC 1 BcTpevaeTcst ropa3fio pexe, YeM oya-
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KAnHMueckas n ummyHoAorMyeckas xapakTepuctuka naumentos ¢ AMNC 1 u nauMeHToB C ouarosoii aroneume

Knununyeckue nposiBieHUs N (%) AT x UDH-w AT x UOH-q,
I'pynna A. ATIC 1 (n=34): 100% 97%
«Tpuaga»’' 21 (62)
«Iuaga»? 9 (26)
OIIUH «DOJIBILION KOMIIOHEHT»? 2 (6)
XHH 28 (82)
XKCK 30 (88)
I'TT 28 (82)
ajoneuust 15 (44)
Ipyrve KOMIOHEHThI* 31 (91)
I'pynma B. Ouarosast anomnerust (n=21): 0% 0%
sierkasi hopma ajornenuu’ 11 (52)
TspKesas (popma anornennn® 9 (48)
XPOHUYECKUI ayTOUMMYHHBII TUPEOUIUT 6(21)
caxapHblii 1uadet 1-ro Tuma 3(14)
BUTUJIUTO 1(5)
YyBCTBUTEIBHOCTD M CIELUGUIHOCTD, %:
YYBCTBUTEJIBHOCTh 100 97
creunbUIHOCTb 100 100
IIporHocTryeckasi 3HAYMMOCTh TIOJIOKUTETBHOTO pe3yabrata, % 100 100
IporHocTryeckast 3HaYMMOCTh OTPHUIIATETBHOTO pe3yiibrarta, % 100 95
Hpume‘taﬂue. ! — Haymune Yy nanueHTa XDOHI/I‘{CCKOI‘/‘I Haﬂl’[O‘{e‘{HHKOBOf/I HEIOCTaTOYHOCTHU, TUIIOIIapaTUpe03a, XpOHUYECKOTO KOXKHO-CIIM3UCTOIO KaHAU103a, 2 Ha-
JIMYUE y MallMC€HTa 2 13 3 GONBIINX KOMIIOHEHTOB (XpOHl/I‘{SCKaﬂ HaAIMOYECYHUKOBAsI HEAOCTATOYHOCTD, TUTIOIIApaTUpeO3, X]JOHI/I‘-ICCKI/[ﬁ KOXHO-CJIU3UCTBII KaHan-
Z[OS); 3 — M3 KJIaCCUYECKOM «TpHUagbl» KOMIIOHCHTOB Yy MallMCHTA MMPUCYTCTBYET TOJIBKO OJIMH. 4[prl'l/le KOMITOHECHTBI — BC€ KOMITIOHEHTHI 3a UCKIIIOYCHUEM TEX, KO-
TOpBIE BXOMSAT B KJIACCUYECKYIO «TPUALY». > — OIHO- WJIM MHOroo4arosasi (popMbl. © — cyOTOTaIbHAS, TOTAJIbHAS U YHUBEPCAIbHAs (DOPMBI.

roBasi aJlonelus, HO Npu OOCIENOBAHUN MalMEeHTa C
ajionenueil HEBO3MOXHO C YBEPEHHOCTBIO CKa3aTh, UTO
B aJbHEHIEM Y HeTO He C(OOPMUPYIOTCS IPYTrue KOM-
noHeHThl AIIC 1. PaHee Hala HayyHas rpyrra npoBo-
1A MOJIEKYJISIPHO-TEHETUUYECKOE UCClIeOBaHME TeHa
AIRE y maueHTOB ¢ U30JUPOBAHHOW ayTOMMMYHHOM
anoneuueii. B uccienoBaHuu BbISIBUIU 12 MaliMeHTOB,
Yy KOTOpPBbIX MyTaluii B reHe AIRE oGHapyXeHO He ObLIO
[20]. MBI npunUIK K BBIBOAY, UTO MyTauuu B rene AIRE
u AIIC 1 He IBASIIOTCS YaCTOU MPUYMHON U30JIUPOBAH-
Hoi1 ajoneunu. Takke B HEKOTOPBIX 3apYOEeXKHBIX pabo-
Tax MPOBOAWIOCH UccaenoBaHue reHa AIRE y naiueH-
TOB C U30JUPOBAHHOU OYAroBOW ajornerueid u ObLUIO
BBISIBJIEHO HECKOJIBKO TMOJUMOP(PU3MOB B 3TOM TE€HE,
KOTOpBIE Yallle BCTPEYaIUCh Y JAHHOU TPYIIITbI MAlIUEH-
TOB, HO He ObLJIO OOHApyKeHO MyTaLuii [16, 17].

B HecKoIbKUX KPYIHBIX UCCAEAOBAHUSIX TOKA3aHO
caMocTosiTeNlbHOe 3HaYeHre ayroaHTuten K MOH-m u
-a, B tnarHoctrke AIIC 1, ipy 5TOM 9TH aHTHUTENa He
BBISIBJISUTMCH MIPU IPYTUX ayTOUMMYHHBIX 3a00J€BaHU-
ax [6, 9, 12]. B HalleM vcciie1oBaHUM TaHHbBIE aHTUTENA
TaK>Ke He BBISIBJISIIOTCS Y MALMEHTOB C O4aroBOi ajiorne-
uueir 6e3 AITC 1. OTo mo3BoJsIET UCMOIB30BaTh 3TOT
Meton wis oucka peakux dopm AIIC 1 cpenu nanuveH-
TOB C OYaroBOW aJIOTELIUEN.

3akAoueHue

Onpenenenne antutesn K MH®-w aBnseTcss HOBBIM
nrarHoctuueckuM kpurepuem AIIC 1. Meron ¢ wmc-
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nojb3oBaHueM kietok HEK-Blue sddextusen mis
JMUATHOCTUKMW KJIACCUYECKUX W HETUNUYHBIX (HopM
ATIC 1, aBasgeTcst BoIcOKOCTIELM(PUYHBIM (crienuduy-
HocTh 100%) ¥ BBICOKOUYBCTBUTEIBHBIM (4yBCTBUTEIb-
HocTh 100%) 1 MOXKeET Takske TIPUMEHSITCS TSl 06CIIeno-
BaHUs MalMEeHTa ¢ TipennoiaraeMbiM auarno3om ATIC 1,
CEeMbHU MallMeHTa U CKPUHUHTA Ha 3TOT CUHIPOM CPEAU
MalMEeHTOB C IPYTUMU ayTOMMMYHHBIMU 3200JIEBaHUS -
MU.

BHenpeHue B KIMHUYECKYIO MPaKTUKYy B Poccum
JTAaHHOTO METOJAa UCCJIEeNOBAaHUS TMO3BOJUT MPOBOJIUTH
paHHI010 nuarHocTuky AIIC 1 y mauMeHTOB ¢ HETUMNY -
HBIMU KJIWHUYECKUMM BapuvaHTaMu 3a00JIeBaHUS, Y
ponctBeHHUKOB nanueHToB ¢ AIIC 1 u y maiueHToB ¢
HEYCTaHOBJIEHHBIMU MyTauusiMu B reHe AIRE B 6omee
KOPOTKHE CPOKHU.
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U TIOMOIIb B OOJIENOBAaHWM TAIMEHTOB, B YaCTHOCTHU
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