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[] OnddysHaa B-KKJ1 ¢ nepBryHbIM BOBIEHEHNEM
nMdaTUYECKNX Y3108 CPEeOCTEHMS

Pacnpenenenune BennuuHbI dkcnpeccuu reHoB (I — TRAF1, 2 — PDLI, 3 — PDL2, 4 — JAK2, 5 — MAL)
B rpymrie nepBuyHoit MmeauactunanbHoit B-KKJT u nuddysnoii B-KKIIL.

ononornueckuM ocobennoctsiMm B REAL u 3arem B BO3-
KJ'IaCCI/Iq)I/IKaHI/II/I. Hcnonp30BaHue THCTOJOTMYECKUX M HMMY-
HOTUCTOXMMUYECKHX METOZOB HE BCErAa IO3BOJIAET IPOBECTH
muddepennnanpayo auarnoctuky auddysnoit B-KKJI ¢ nep-
BUYHBIM BOBJICYECHHEM JIMM(ATUUECKUX Y3JIOB CPEIOCTEHUS U
nepsuuHoil MeanactuHansHoi B-KKJL. IIpennocsuikoil mis uc-
TI0JTB30BaHUsT MOJIEKyIsIpHOTO MeTofa B auarHoctuke B-KKII ¢
MNEPBUYHBIM BOBJICYCHHUCM IIEPEIHEC-BEPXHEIO CPEAOCTCHHUSA CTall
aHaJIU3 SKCIPECCHU T'€HOB, KOTOPBIH IMO3BOJIMII BBLICIHUTH He-
CKOJIbKO BapuaHTOB quddy3Hoi B-KKII.

Mamepuanst u memoodvi. MonexynsipHOE UCCIEA0BaHNUE BbI-
MOJHEHO 33 GOJIBHBIM C THCTOJIOIMYECKUM JAUarHo30M MepBUYHOM
menuactrHabHOM B-KKJI. C nenbio popmupoBanus rpyIin KOH-
TPOJIsL OBUIN MOTyYEHB! JUMQOLUTHI KPOBU OT 12 310pOBBIX J0-
OpOBOIIBLICB, OITyXOJIEBBIE KIETKU M3 OuonTara JuM(aTHdeckoro
y31a 12 GONBHBIX C YCTAHOBJIEHHBIM AMArHO30M I'eHepaltn30BaH-
HOH (popmbl nuddy3noit B-KKJI M-IV craguu (6e3 BoBIcUeHHs
MEIMACTHHAIBHBIX JTUM(ATHUECKUX Y3JI0B) U TIOMYJSIIUS JIHM-
(douuToB M3 5 00pa3loB HOPMAJBHBIX JTUMQPATHYCCKUX Y3JIOB.
Jst Bcex OOBHBIX U IOHOPOB ONpPENEISIM YPOBEHb SKCIIPECCUU
MPHK renoB JAK2, MAL, PDLI, PDL2, TRAFI MeTOAOM IIOJIH-
Mepa3zHoii nenHoit peakuuu (ITLIP) B pexxnme peaibHOTO BpeMeHH.

Pezynomamaot u 06cyscoenue. B KOHTPONBHOM rpynie y 60ib-
HBIX ¢ quardo3om auddysuoit B-KKJI 6e3 BoBieueHUsI METHACTH-
HAJIBHBIX JTUM(PATHYSCKUX Y3JI0B (1 = 12) THIEpIKCIPECHH s reHa
JAK?2 onpenensinack B 1 (8,3%) ciyuae, arena TRAF1 —82 (16%).
VYposens skcnpeccuu TeHoB MAL, PDLI, PDL2 Gbut B nipenernax

HOpMBL. Hu B OIHOM cilydae codeTaHHasi SKCIIPECCHUs HCCIIeLye-
MBIX I'eHOB He BbIsiBlIeHa. Y 20 (61%) u3 33 OOJNBHBIX C IEpBUY-
HBIM BOBJIEUEHUEM CPEIOCTEHUS OIPeeIIsIach IOBBILIIEHHAS! KC-
npeccusi reHoB JAK2, MAL, PDL1, PDL2, TRAF'1, 910 TI03BONHAJIO
MOATBEPIUTh AUArHo3 nepBuuHON menuactuHaiabHOi B-KKIJI, a
umMeHHO y 16 (78%) u3 20 GONbHBIX BBISBIEHA THUIIEPIKCIIPECCHS
reHa TRAF1,y 3 (15%) —rena PDLI,y 8 (40%) — rena PDL2,y
19 (95%) — rena JAK2,y 12 (60%) — rena MAL. Bo Bcex ciyvasix
ompeessIach COUeTaHHas HKCIPECCUs ABYX UCCIEIyEeMbIX TEHOB
n 6omnee. Y 13 (39%) n3 33 GOIBbHBIX OTMEUESHO COBIIAICHIE MOJIE-
KyJISpPHBIX MapKepoB ¢ KOHTPOJIbHOW TPpyMNION NMalUeHToB C JHa-
rao3oM auddysnoit B-KKJI 6e3 BoBiIeueHHUsS] MEIHACTUHAIBHBIX
mMpaTraeckux y31oB. [Ipr 95ToM 0TCyTCTBOBaNA THIIEPIKCIIPEC-
CcHs IByX HCCIIelyeMbIX TeHOB U Oonee (JAK2, MAL, PDLI, PDL2,
TRAF1) u tonbko y 1 (8%) O0abpHOTO OTMEYEHA TMIIEPIKCIIPECCHS
rera TRAF'1 (CM. pUCYHOK).

3aknrwuenue. Y 13 (39%) u3 33 OONBHBIX AUArHO3 MEPBUY-
Hoi MeauactuHanbHOM B-KKJI Obl1 mepecMOTpeH B HOJNB3Y
nuddysnori B-KKJI ¢ mepBu4yHBIM BOBICYCHHEM JHUMQarnyie-
CKHUX y3710B cpenoctenust, a 'y 20 (61%) u3 33 — moaTBepIk/eH ru-
CTOJIOTMYECKUI JUarHo3 nepBuYHoi MeauactuHanbHoi B-KKJL
BrisiBieno, uto ypoBeHs dxcnpeccuu reHoB JAK2, MAL, TRAF1,
PDLI w PDL2y GonbHBIX EpBUYHOM MeanacTHHaNIbHOH B-KKJI
0 cpaBHEHUIO ¢ OonpHBIMU qu(p(y3HOI B-KKJI 63 nopaskenus
nuMdatrHuecKkux y3ioB cperoctenus u auddysnoin B-KKIT ¢
MePBUYHLIM BOBJICUCHUEM JTUM(ATUIECKUX Y3T0B CPEIOCTECHUS
CTaTUCTUYECKH 3HauuMo BbiwIe (p = 0,05).

YacroTa Bctpeuaemoctu mytauum V617F B reHe JAK2 y 60nbHbIX MuenonponudepaTnBHbiMU 3a6oneBaHnAMM
B CaHkKT-leTep6ypre n JleHnHrpagckoi obnacru

N.C. MapTbiHkeBuy ', E.B. MeTposa’, J1.C. MapTbiHeHko ', M.IN. MiBaHoBa ', H.IO. Libi6akosa ', A.M.PymaHLeB’,
B.lO." Ynanbesa, E.B. Kapsaruna? T.B. WHeligep 3, K.M. Abgynkaabipos '

'Ory Poccuiicknin HUM rematonorum n tpaHcdysuonorum; fopopckan 6onbHuua No15, CaHkT-MeTepbypr; *fleHnHrpaackas obnactHas 6onbHMLa

Bgeoenue. Otxpoitue mytauuu V617F B rene JAK2 — rnas-
HO€ JOCTI)KEHHE B IMOHMUMAHHWH MOJICKYJSIPHBIX MEXaHH3MOB
MaToreHe3a XpPOHMUYECKUX MHEIonpoaudepaTuBHbIX 3aboiieBa-
Huit (XMII3). Ilo cooOuieHusM pa3iu4HbIX aBTOPOB YacToTa
BCTPEYaEMOCTH JaHHOW MyTallHH BapbUPYeT U ONPENeIsieTCs y
65-97% GonpHbIx ncTuHHON nonunutemuei (UIT), y 32-57% —c¢
scceHuuanbHON Tpombouutemueit (OT) u y 35-57% — xpoHu-
YECKUM uauonarudeckum muenoduopozom (XUMD). Tokasza-
HO TaKke, 4TO MPUCYTCTBHE HEONATOMPUSTHBIX XPOMOCOMHBIX
abeppauuii (KOMILJIGKCHBIH KapHOTUI, aHOManuu 7-H u 17-i

xpoMocoM) y 60sbHEIX XMIT3 MOXeT paccMaTpUBAThCS KaK Hau-
Oosee HEOMAronpHUITHBINA (PAKTOP HU3KOW BBDKHBACMOCTH TAKHUX
60sbHBIX. Llenb HccnenoBaHms — OMpeeIeHIEe YaCTOThI BCTpea-
emoctu Mytauuu V617F B rene JAK2 u BapuaHTa KapuoTHIIa y
6ombHBIX XMII3 Cankr-ITetepOypra u JIeHUHTpackoii 001acTH.

Mamepuanvt u memoovl. B uccnenoBanue BkiatoueHbl 307
GonbHBIX (178 xeHmun 1 129 myxuuH) B Bo3pacte oT 38 10 67
net (cpeaHui Bo3pacT 52 roja), 00CIeIOBaHHBIX B T€MATOJIOTH-
gecknx LeHtpax ropoga Cankr-IlerepOypra u Jlenunrpanckoi
obnactu ¢ centsops 2007 r. mo nexadbps 2011 r. I3 Hux 67 60ib-
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veIX UI1, 56 0T, 44 — XUM® u 140 6016HBIX, 00CICIOBAHHBIX
¢ uenbio auddepenimansHoi uarsoctukn XMII3 ¢ Herposu-
(eparuBHBIMU 3a00J1€BaHUsIMUA CUCTEMbI KpoBu. Jlo o0cienoBa-
HYsI OOJTbHBIE HE TOYYalld Crielu(pIIeCcKON Tepariu.
Pesynomamut u oocyyncoenue. B rpynne 6onpabix UIT My-
tauust VO17F B rene JAK2 onpenensinace y 56 (83,6%) uz 67
oOcnenoBaHHbIX O00NbHBIX, Ipu DT — y 26 (46,4%) u3 56, npu
XUM® —y 21 (47,7%) u3 44 o6cnenoBaHHBIX OOJIBHBIX, B TPYII-
Te IEPBUYHBIX 00CIEYyEMbIX C LENbI0 U PepeHInanbHOM ana-
raoctuk XMII3 ¢ HenponuepaTuBHBIMU 3a00JI€BAaHUSAME CH-
cTeMbl KpoBH — y 12 (8,6%) u3 140. ¥V 127 (41,4%) OonbHBIX U3
307 oOcrnenoBaHHBIX OBUI BBINOJHEH LIMTOICHETUYECKUI aHAIIN3
KJIETOK KocTHOTO Mo3ra. Y 121 (95,3%) u3 127 omnpenenen HOp-
MaJbHBIA Kapuotut, y 6 (4,7%) n3 127 — xiioHaIBHBIE XPOMO-

COMHBIE abeppanuu: y 2 — NPOTHOCTHYESCKN HeOIaronpHsTHBINA
KOMIUICKCHBIH Kapuotut, y 2 — anomanuu del(13)(q22) u del(20)
(ql12), oOycnapnuBaromye OnaronpusTHOE TeueHHE 3a0o0ieBa-
HUSI, Y 2 — M30JIMPOBAaHHBIE OJMHOYHBIC M3MEHEHHUS XPOMOCOM
del(Y)(q12), del(3)(p13).

3axniouenue. IlonyueHHblE B XOJE HALIETO HCCIIEIOBAHUS
pe3yNbTaThl O ONpPEAEICHHI0 YacTOTHIl BCTPEYaEMOCTH MYyTa-
i VO17F B rene JAK2 y OONBHBIX C pa3IMYHBIMU BapHAHTAMH
XMII3 Canxr-IlerepOypra u JleHnHrpaackoit obnactu cooTBeT-
CTBYIOT JaHHBIM JiuTeparypbl. Onpenenenue mytanuun V617F B
rere JAK2 ciy>KUT JOMOTHUTEIHHBIM JUATHOCTHYECKUM MapKe-
poMm y OonbHbIX XMII3, a BBISBICHHE Y HUX KOMILJIGKCHOTO Ka-
PHOTHIIA TIPU [IUTOTEHETHYECKOM HCCIICIOBAHIH MTO3BOJISIET BbI-
JICNIUTh TPYIINY prcKa TpaHc(HopMaluu 3a001eBaHUsL.

bone3Hb KactnemaHna: KﬂlllHIlIKO-MOpd)OIIOI'I/I"IECKVIe BapuaHTbl N pe3ynbTaTbl JiedyeHnA
AJ1. MenuksaH, E.K. Eroposa, W.b. KannaHckas, A.M. KospurrHa
OIrBY lemaTtonornyeckmnin HayuHblii LeHTp MuH3apascolpa3suTma Poccun, Mocksa

Bseoenue. B nocnennee BpeMs OTMEYEH 3HAYUTEIIbHBIA HH-
tepec k O6onesnn Kactnemana (BK), B mepByro ouepe/p, u3-3a ee
cBsi3u ¢ reprecBupycom 8-ro tuna (HHV-8), BUU-undeximeii.
Ota penkast 00/1€3Hb ¢ IEPBOHAYATIBHBIM IIPOSIBIICHUEM B KaUeCTBE
JIOOPOKaUeCTBEHHOTO 3a00JI€BaHMs, OTHOCHTCS K HEOITyXOJIEBBIM
nmumpaneHonatusam. BK moxer couerarscst c POEMS-cunipomMom,
MHOXECTBEHHOI MUEIOMON, MOXET IIPOrPECCUPOBATh B CAPKOMY
Karromm, 3110kaqecTBEHHYIO JIMM(MOMY WITH OITyXOJb U3 (DOJUTUKY-
JISIPHBIX JICHAPUTHBIX KieToK. JlnarHoctuka BK tpebyer 00si3a-
TEJILHOTO BBIIEIECHUS TUCTOJIOIMYECKUX IIOATHIIOB OOJE3HU: IHa-
JIMHO-BACKYJIIPHBIN, IIa3MOKJIETOUHBIH, CMEIIaHHbIH; yTOUHEHUS
CTENEHH PACIPOCTPAHEHHOCTH MpoIecca (JOKaIbHBIM, MYJIbTH-
LEHTPUYECKHi1), uccuenoBanusl Ha uHpuuupoBaHHocts HHV-§,
ypoBHS Tponykiuu uHTeprnelknHa-6 (MJI-6). B mannoit pabote
IpeCTaBICHbl KIMHUKO-MOpdoIorudeckas XapakTepHCTHKa H
pe3ynbrarsl JedeHus 48 BUY-HenHbumpoBaHHbIX 601bHBIX BK,
HaOJFOABIINXCS B TIOJMKIMHUYECKOM OT/EeNIeHHH [ emMaronornye-
ckoro HayuHoro tentpa (CHIT) ¢ 1995 mo 2011 &

Mamepuanst u memoowt. CpetHuii BO3pacT OOJIBHBIX COCTA-
B 36 net (16—69 ner). Cpoku HabmoneHus ot 7 mo 320 mec,
coorHomenne M:K — 1,1:1,0. Cpenn Hux y 22 (46%) nuarto-
CTUPOBAH THAIMHO-BACKYJISPHBIN BapuaHt, y 16 (33%) — mia3-
MoxJIeTouHbIi BapuaHT n'y 10 (21%) — cmemanssiii Bapuant bK.
VY 4 607bHBIX ¢ IA3MOKJICTOYHBIM MYJIBTHLEHTPUYECKUM BapH-
anroM Oosieznu (MKDB) B Tkanu nuM@aTnieckoro ysia UMMYy-
HOTHUCTOXMMHYECKUM MeTonoM BeisBieHa JJHK HHV-8. ¥V Bcex
OOJIBHBIX C TJIa3MOKJIETOUYHBIM BAPHAHTOM, HE3aBHCUMO OT LICH-
TPUYHOCTH OOJIE3HU, UMMYHOTHCTOXUMHUYECKUM METOIOM TKaHU
TMM(paTHYECKOTO y37Ia BEISIBUIN PA3HON CTENIEHU BBIPAKEHHOCTH
runepnpoaykuuio NJI-6.

Pezynomamol u odcyscoenue. AHanu3 pesynbraToB Je4EeHUs
MOKa3aJl, YTO XUPYPTUUECKOE yIaICHNEe BOBICYSHHBIX TMM(paTH-

YECKHUX y3JIOB IPUBEIIO K BI3IOpoBiIeHHIO Y 33 (70%) GonbHBIX
C JIOKaJBHBIM THAIMHO-BACKYJISIPHBIM U TUIA3MOKJIETOYHBIM Ba-
puantamamu BK, He3aBHCHMO OT aHATOMUYECKOH JIOKAIU3aIUU
omyxonu. Cpenu HUX, 5 OOJNBHBIX € JIOKAJIbHBIM IIa3MOKJIETOY-
HBIM BapHaHTOM JIOTIOJHUTENIHFHO TTONYYMIN JIyYEBYIO TEPAITHIO
Ha 00nacth nopaxenus (30—40 I'p). Peruaussl He HAOIFOAATICH
HU y OJHOrO OOJBHOIO IIpU CpoKax HaOmrozeHus oT 28 no 290
Mec. M3-3a penkocTn 3aboeBaHms, JICUCHUE TIa3MOKIIETOYHOTO
BapuaHTta BK npencrasisier Oonpliye TpyIHOCTH. B Hactosiiee
BpeMmst xuBbI 8 (53%) u3 15 6onbHBIX: 2 OOJBHBIX NOIYYUIH Te-
panuio kypcamu CHOP (cpox naOmronenust ot 24 10 36 mec);
2 OOJBHBIX ayTOMMMYHHOW reMoiuTnieckor aHemueit (ANUTA)
nomyunnu Tepanuto kKypcamu R-CHOP (pemuccusi, cpok Ha-
omronenus ot 36 1o 60 Mec) u 3 — 10 porpaMme puTyKcumMad +
BEJIKEI/1 + JiekcaMeTa3oH (peMuccusi, CpOK HaOIkJCHUS OT 7 JI0
14 mec). Ocranbubie 7 (47%) OONBHBIX, cpeay HUX 3 OOJNBHBIX
MKSB, accommmpoBarnasiM ¢ HHV-8, co cpenneit mpomomkurens-
HOCTBIO XKM3HH 44 Mec, yMEepIHu OT CENTUYECKUX OCIOKHEHUH.
VY 2 Goneubix HHV-8 accoluupoBaHHBIM C I11a3MOKJIETOUHBIM
BapUaHTOM, B CpelHeM uepe3 48 Mec, KOHCTaTHpOBaHa TPaHC-
(hopmarnus 3a001eBaHusI B IMM(POMY C arpeCCHBHBIM TCUCHHEM U
JIeTaJbHBIM UCXOJ0M. TakuM 00pa3oM, MPOTHO3 MIa3MOKIIETOY-
Horo BapuanTa bK HeOnaronpusreH.

Buieoow:

1. BK, HecMOTps Ha CBOIO PEAKOCTb, NOJDKHA OBITH BKIIIOYE-
Ha B TU(PepeHInaNbHbINA HarHo3 TuMdaaeHOmaTHil.

2. Tlporuo3 BK y BUU-otpuuaTenbHbIX O0IbHBIX ONPEaes-
€Tcsl TUCTOJIOTMYECKUM BapUAHTOM U CTEIEHBIO PACIPOCTPaHEH-
HOCTH 3a00JIeBaHMSI.

3. Bwi0op Tepanuu npu BK 3aBHCHT OT THCTOIOrHYECKOTO
BapUaHTa, PAcIpOCTPAHEHHOCTH IpOLEcca, HAJIUYUs ayTOUM-
MYHHBIX OCJIO)KHEHUH 1 nHpuuupoBanHoctn HHV-8.

SdPpeKkTBHOCTD KOMOMHUPOBAHHOI IMMYHOCYNpPECCUBHON Tepanunu 60bHbIX annacTnyeckol aHeMuei
Mo AaHHbIM MHOTFOLLEHTPOBOIro uccefgoBaHnA HaynoHanbHOro remartonormnyeckoro o6wecrsa (2005-2011 rr.)

E.A. Muxannosa ', A.J. KynaruH 2, T.C. Kanopckas 3, H.A. Bonununa 4, T.C. TukyHoBa®, BoriyexoBckuii B.B.S, Mnockux M.A.7, KopobkuH A.[1.8,
Mo3zec A.[1.°, Yaroposa T.B.°, KoHcTaHTMHOBa T.C."", JlanuH B.A.'?, CaBueHko B.I!

' OTBY lemaTonornyeckni HayuHbil LeHTp MuH3gpascoLpa3suTa Poccun, MockBa; 2 IHCTUTYT AeTCKOM reMaTosiorim 1 TpaHCMIaHTonorum
nm. PM. Top6auesoin CaHKT-leTepbyprckoro rocyfapcTBEHHOTO MEAMLIMHCKOIO YHBEpCUTETa M. akag. W.MM. MNaBnoBa;
306nacTHan KnuHnYeckas 6onbHMLa, MpKyTck; * ObnacTHas KnvHnyeckasn 6onbHuLa, Tam60oB; *O6nacTHan KnMHnyeckas 6onbHuLa, benropog;
SAMypcKan obnacTHas KnnHnyeckas 6onbHuULa, bnaroseweHck; 7 O6nacTtHasa KnMHnyeckasa 6onbHuLa, Mepmb; & ObnacTHas KNMHMYecKan 6onbHULa,
YenabuHck; ° ObnactHasa KnuHnyeckas 6onbHuLa, Kemeposo; '© ObnactHas kKnnHuueckas 6onbHULa, MeH3a; ' ObnacTHas KnrHUYeckas 60nbHMLa,
ExaTepuH6ypr; '2 ObnacTHas KnmHUYeckas 6onbHULa, ipocnasnb

Beeoenue. B pamkax HarnumoHanbHOro remMarojoruueckoro
obmectsa ¢ 2005 I. IPOBOAUTCS IIEPBOE OTEUECTBEHHOE MHOIO-
LEHTPOBOE HccienoBanne dPpHEKTUBHOCTH UMMYHOCYTIPECCHB-
Ho# Tepanuu (VICT) npu armactuyeckoii anemuu (AA). Llens Ha-
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CTOAIIEr0 UCCIEA0BaHUS — KOOPAUHALUS YCUINH [0 OKAa3aHUIO
JIOCTYITHOW COBPEMEHHOI MEIMITMHCKON TTOMOIIN OOJbHBIM AA.

Mamepuanovt u memoowt. B uccie10BaHy MPUHUMAIOT y4a-
crue 14 remaronornyeckux LeHTpoB (I'emaronoruueckuil Ha-



