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CrMcoK coKpaleHuMn

B3K - BocanuTenpHOe 3a60ieBaHMe KALIIEUHNKA

IJIT - remocdarouuTapHblii IMMQPOTUCTUOIIUTOS

IOHK — me30KkcupubOHYKIEMHOBASI KUCIOTA

JKKT - kenymoYHO-KUILIEYHbIN TPaKT

JIT - makTaTaerugporeHasbl

HK-HaTypanbHbie Knjiepbl

HKT - HaTypanbHble KuiliepHble T-KIeTKu

[MN]I, - [TepBUYHBIN UMMYHOIEDUITUT

[1LIP - monmMmepa3HO LEeHOM peaKuumu

TI'CK - TpaHCIIaHTAIMSI TeMAaTOIOITUUECKUX CTBOIOBBIX KJIETOK
V3WU - VnpTpa3sByKOBOE UCCIeOBAHNE

pul-KC® - rpaHy/IOUUTAPHbIN KOJIOHUECTUMYIUPYIOINI (GaKTOp PeKOMOWHAHTHbI
@®MH - Gy1bMUHAHTHBII MOHOHYKJIE03

XJIIT - X-cIerieHHbIi auMbornpoadepaTUBHbIN CUHIPOM
LIMB - uuTomeranoBupyc

9BB - Bupyc dnurerina-bapp

KT - dnekrpokapauorpadmst

BIRC4 - baculoviral IAP repeat-containing protein 4

HHV VI - repniec-Bupyca 6 Tuma

HLA - human leukocyte antigen

IL - uHTepeiikuH

IUIS - MexkmyHapOmHbIN COI03 MMMYHOJIIOTMYECKMX 0OIIEeCTB
L18-MDP - L18-Muramyl dipeptide

MAIT - Mucosa-associated invariant T cells

MCP-1 - MOHOUMTapHBI XeMOTaKCUUEeCKUIt TTpoTenH-1
RICD - Restimulation-induced cell death

SLAM - Signaling lymphocyte activation molecule

TCR - T -k/1eTOUHbII pelerTOPOB

TLR - toll-like receptors

TNF-alpha - ¢pakTop HeKpo3a omyxonu aabda

Treg - perynsiTopHblie T-Ki1eTKu

XIAP- X-linked inhibitor of apoptosis — X-cIierieHHbIiI MHTMOUTOP aIloITo3a

XMEN - X-crerieHHbIi UMMYHOAeOUIIUT ¢ JedeKTOM MarHueBbIX KaHaaoB, DbB-uHdexrumeir u
Heomnasuen



TepMI/IHbI n oripeaec/JieHus

BHyTpMBeHHbIE VMMYHOIJIOOYJIMHBI — TIperaparbl, Ccofep)Kallye IpPeuMyIleCTBeHHO
HOpPMaJsbHbI yenoBeveckuii 1gG. M3roTOBASIOTCS M3 MYAMPOBAHHONM IIJIa3Mbl ThICSY 34,0POBBIX
JIIOHOPOB, C IPUMMeHEeHNEM CITeLIaabHbIX METOL0B OUMCTKY ¥ BUPYCUHAKTUBALIUMN.

BocnanurenpbHOe  3a0ojeBaHMe KMIIEYHMKA —  3a0oieBaHMe, XapaKTepU3YIOLIeecs
XPOHMYECKMM BOCITaJIeHUEM KeTyOUYHO-KUIIIEYHOTO TPakTa. Briouaer B cebs 6ome3nb KpoHa u
HecnennbUIeCcKuii I3BEHHbI KOJINUT.

TemodarouuTapHslii JTUMM@OTMCTUONNUTO3 — >KM3HEYTPOXKAKOIIee COCTOSIHME, BbI3BAaHHOE
HEKOHTPOJIMPYeMOJi akTUBaIMeil MakKpoharoB 1 MUTOTOKCMUYECKUX TUMMOIIMTOB B COBOKYITHOCTH
C TUTNepIPOAYKIMelt BOCIaaNTeIbHbIX IIUTOKMHOB (IIMTOKMHOBBINM LIITOPM).

HeiiTponieHusi — CHIDKeHMe YPOBHSI HefiTpoduaoB B mepudepudeckoii Kposu MeHee 1,5x10%/n
(ms1s1 meTeil mepBOro ropa XkusHu — MmeHee 1,0 x109/n).

Honnmepasnaﬂ nem”Hasa pearuusa — MeTOo[ MOHeKYHHpHOVI 6V[0J'IOI‘I/II/I, TI03BOJISIIONI I

amMInuIIMpoBaTh (Pa3MHOKUTD) ONpeIeNeHHbIN yuacToK JJHK

CexBenupoBaHue [|HK — ornpenesieHne ee HYKJIeOTUIHOV MOCIENOBATENIbHOCTU. B pesynbraTe
CeKBEHMPOBAHMS TIOJy4YalOT OIMCaHMe TIepBUYHONM CTPyKTypbl JmHerHo [HK B Buge
MOC/Ie0BaTEIbHOCTY HYKI€OTUL,0B B TEKCTOBOM BHUJIE.

TpaHCHJIaHTaI.U/Iﬂ reMaTorno3TU4YEeCKUX CTBOJIOBBIX KJIETOK — METOH JieUeHMsI HEKOTOPbIX
HacC/lIeOCTBEHHbIX U HpV[O6peTeHHbIX reMaToOJIOTMYeCKNX, OHKOJJIOTMYeCKUX WU VMMMYHHBIX
3a00/1eBaHMii, OCHOBAHHLI/I Ha 3aMeHe COOCTBEHHOrO, IaTOJIOIMYECKOro, KpPOBETBOPEHMS
MalMenTa Ha HOpMaJbHOe KPOBETBOPEHMEe JOHOPA.

X-CleIIeHHbII PelecCMBHBIN TUII HACIeAOBaHMS — HaCAeIOBaHME MYTalMu TEeHOB,
pacIio/io)keHHbIX Ha X XpomocoMe. IIpy 9TOM JMIla JKEHCKOTO I10j1a KaK IIPaBMJIO SIBJISIIOTCS
6ecCMMIITOMHBIMY HOCUTENISIMH, @ 3a60/1eBaHEM CTPAAAIOT JIUIIb JINITA MY>KCKOTO I10JIa.


https://ru.wikipedia.org/wiki/%D0%9F%D0%BE%D0%BB%D0%B8%D0%BC%D0%B5%D1%80%D0%B0%D0%B7%D0%BD%D0%B0%D1%8F_%D1%86%D0%B5%D0%BF%D0%BD%D0%B0%D1%8F_%D1%80%D0%B5%D0%B0%D0%BA%D1%86%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%94%D0%9D%D0%9A
https://ru.wikipedia.org/wiki/%D0%9D%D1%83%D0%BA%D0%BB%D0%B5%D0%BE%D1%82%D0%B8%D0%B4

1. KpaTkas uHpopmanus

1.1 OnpeneneHue

X-crerieHHbI auMdorponudepaTuBHbIil cuHAPoM (XJIIT) — 3T0 KOMOMHUPOBAHHBII TT€PBUYHBII
ummMmyHonebutut (ITN]I), xapaKTepusyoIIMiics aTUIIMYHON peakiueil Ha MHGEKIMI0 BUPYCOM
dnmrreitna-Bapp (3BB), BciencTBie yero passuBaeTcs reModaromnuTos, [ucraMmMariooynMHeMus,
ayTOMMMYHHas TIATOJIOTHUSI 1, B 3aBMCUMOCTM OT THUIIA, 3JI0KaueCTBeHHON Jumdbornpomdepanms

[1].
1.2 3THOJIOrUA ¥ ITaTOreHe3

Ha ceromHsuIHMIT feHb OXapaKTepMu30BaHbI TPU reHa, MyTali¥ KOTOPBIX BEAYT K MPOSBIEHUSIM
XJIIT - SH2D1A, XIAP (oH ke BIRC4) u MAGT1. IMogTtumner XJIII o6beqMHEHBI B OGHY IPYIIY B
CBSI3U C HaclefOBaHMeM II0 X-CLUEIVIEHHOMY TMIIy M B CBSI3M CO CXOXKECTbIO KIMHUYECKON
KapTUHBI, IPEACTaBIEHHOI B IIEPBYI0 OUepeb [IPpepacliookeHHOCThI0 K OBbB-acconupoBaHHOI
numbornponudepauum U K pasButuio remodarouutapaoro aumdoructuorurosa (IJII). Tem He
MeHee, UMEeIOTCSI HEKOTOPbIe pasanumsl B KIMHUYECKOV KapTUHE U CyllleCTBeHHbIe — B IIaToreHes3e
XJIIT pa3nmuuHbIX TUIOB. HambGonee umayueHHbIMM sBisiOTCS XJIIT 1 u 2 Tuma, BbI3bIBa€MbIe
myTtauusimu B reHax SH2D 1A u XIAP cOOTBeTCTBEHHO.

IMaToreHes X-cuemieHHOro JuMdonpoaudepaTuBHOro cuHapoma 1 Tuna

T'en SH2D1A xomupyer SLAM-accoiuupoBaHHblii 6eoKk SAP, rme SLAM - signaling lymphocyte
activation molecule — curHasbHast MoseKy/a aKTUBALUY JTMMQPOIIMTOB, IKCIIpeccupyomiasics B T-,
HK (marypanpHble xwuiepsl), HKT (HaTypasbHble KmiiepHble T-KIeTKM) U, IO HEKOTOPBIM
MCTOYHMKAM, B TpaHCHOPMUPOBAHHBIX B-KkiaeTkax [2]. SAP sBjiseTcsl afanTepHOil MOJIEKYIOol B
IyTV niepefaun curiana ot SLAM-11omo6HbBIX PEeIenTOPOB BHYTPb KJIETKH [3].

MyTanus B reHe SH2D1A NpuBOANUT K CIEOYIOMIVM MMMYHOJOTMYECKUM HedeKTaM: HapyIIeHUIO
addexropubix dyukiuit HK-kinetok, CD8+ u CD4+ T-KJIETOK, pe3KOMYy CHUKEHWIO/OTCYTCTBUIO
HKT-k1eTok, ryMOpaJibHbIM HapylUIeHUsSIM B BUIe OUCTAMMArao0OyJMHEMUU U YMEHBIIEHUIO
CD27+ B-KkeTok namsTu.

B Hopme ctumyssiiys SLAM-penienitopoB B HK-KjleTKax MpMBOANUT K MOBBIIIEHNUIO KOHIIEHTPAILIUU
uHTEepdepoHa-y 1 B 1eJIoM K akTuBaiuyu HK-kmeTok. COOTBETCTBEHHO Y maineHToB ¢ XJIIT1 HK-
OIIOCpelOBaHHAs LMUTOTOKCMYHOCTb CHMKeHa [4]. Crpagaer y Hux u CD8+-ormocpenoBaHHas
LUTOTOKCUYHOCTD, OLHAKO MPEeMMYLIeCTBEHHO Ha aHTUTeHbl, IIpe3eHTupyeMble B-KieTkaMu, 4TO
MOYKET YaCTUUHO OOBSICHITDH MPEAPACIIONOKEHHOCTh MMEHHO K DBB-mH(pekunu 1 B-KIeTOUHbIM
aumdomam [5]. Bkiag B mpenpacronoskeHHOCTh K DBB-uHpekuuy u auMdpomamM Takke BHOCKUT
xapakrepHoe g XJIII1 Hapymenue co3peBanusi HKT-kimeTok, Bblpaxkawolieecss B X CHVOKEHUU
WJIV TIOJIHOM OTCYTCTBUM [6].

Vmeromyecs: mpu XJIII1 gedekThl rymMOpaJbHOIO MMMYHMTETa OOYC/IOBJIEHBI TEM, UTO B
oTcyTCTBUM SAP CHMDKaeTcsl CIIOCOOHOCTh (OIIMKYISIPHBIX T-K/IeTOK (GOpMMUPOBATh CTAOMIbHBIE
KOHTaKkThl ¢ B-kierkamu. B pesynbraTe Hapymaercs nuddepeHIMPOBKAa HaMBHBIX B-K/IETOK B
JTOJITOKMBYIIME, BbICOKOA(D@UHHbIE KIETKU MaMITU U IUIa3MaTU4eckue KJIeTKU. ITO OObSICHSET
MaJIOUMCJIEHHOCTh B-KjeTok mamsTti y maiueHToB ¢ XJII1 ¥ rumoraMmario0yIMHeMUIO U/ Vin
HapylleHne aHTUTeH-CIeNM(PUIHOTO aHTUTENbHOTO oTBeTa. Kpome TOro, 3TO COOTBETCTBYET
KaptuHe, omucaHHoi D.Purtilo m coaBT. [7] Tpu OTKpbITMM 3a60JN€BaHMSI — OTCYTCTBUE
TepPMUHATUBHBIX IIEHTPOB B IMMQOUAHOM TKaHM OOIBIIMHCTBA MAIMEHTOB.

HaxkoHen, uccienoBanus A.Snow u coaBT. [8] mokasanu BoBjae4eHHOCTb SLAM-nyTu B Iponecc
CMepTH, MHAYIMPYEeMOi M36bITOUHON cTumyssinmeii (restimulation-induced cell death — RICD).
3arnporpaMMMUpOBaHHasT KJIeTOUHasl T1beab HeobxomuMa OJis SJIMMMHALMM aKTUBUPOBAHHBIX T-
KJIETOK BO BpeMsI MMMYHHOIO OTBeTa, YTO OTPaHMYMBAET MMMYHHBI OTBET U IpefoTBpaliaeT
numornponudepanyio 1 u36biTouHOe T-OMOCpPeIOBaHHOE ITOBpPEXIeHMe TKaHeil. BeposTHO,
nmedexkt myTy RICD oTBeuaeT 3a 3HAUMTEIbHOE yBeauueHue KommuectBa CD8+ T-K/IETOK B OTBET Ha
OBB-uHbexuMIo y marmeHToB ¢ XJII11 1 passutue IJIT.

ITaToreHnes X-cremieHHOro mmmMmponponndepaTMBHOro CMHAPOMa 2 THUIIA



T'en XIAP, Takke usBecTHbIT Kak BIRC4 (baculoviral IAP repeat-containing protein 4), - Kogupyer
nuToIUIasMaTudeckuii  6eiok XIAP. JlaHHBII 6eIOK 3KCIIPeCCUpPYeTCcsl IIOBCEMECTHO, Oojee
BbIpaskeHa ero SKCIIPeccusi B reMaTOINO3TUUECKUX KIeTKaX, Ie OHa COMOCTaBuMMa B Pa3/IMUHbBIX
cybronyasiuusx [9].

XIAP sBnseTcst GU3MOIOTMIECKMM MHIMOUTOPOM Kacmas 3, 7, 9 U, cJiemoBaTeIbHO, MHIMOUTOPOM
KJIETOUHOJ rubenn. Y manyeHToB ¢ XJII2 muM@onuThl TOABEPKEHBI M36BITOUHOMY aIlONTO3Y, UYTO
MOSKET OOBSICHUTh OTCYTCTBME JaMMGOM VY mauueHToB ¢ XJIII2. IIpuM 5TOM, HECMOTpsI Ha
TIOBBIIIEHHYIO CKJIOHHOCTH K arloINTo3y, CHI/sKeHue Koandecta T- 1 B-muM@ouuToB y maineHToB ¢
XJITI2, kak MpaBWJIO, HE pa3BUBAeTCs, 3a MCK/IKUYEHMeM CHIokeHUs KoaudectBa HKT-kieTok.
[penrmonaraercs, YTO OHU Gojiee UyBCTBUTEIbHBI K allONTO3y, MHAYIMPOBAHHOMY aKTUBAIMEN, a,
crenoBaTeNibHO, 6onee 3aBucUMBbI OT Gesika XIAP [10].

IMomMmumo aHTManontoTudeckoii GyHkuuu XIAP ornocpenyeTr curHaiabHbIN myTh yepe3 NOD1/2 u
Dectin-1 peuenTtopsl. [laHHble peLENTOPbl SKCIPECCUPYIOTCS B SMUTETMUATBHBIX KJIETKaX,
MMEJIOUAHBIX KJIeTKaX M KiaeTkax [laHeTa KUIIEUHMKA M TIPECTaBJISIOT CO60i COOTBETCTBEHHO
BHYTPUKJIETOUHbIE M TpaHCMeMOpaHHbIe MaTTePH-PACIIO3HAIOIIMe PEeleINTOPbI, yIaBauBaole
MPOAYKTHI JAerpajainuy OakTepuii, rpuboB M HEKOTOPhIX BMPYCOB. B HOpMe aKTMBALMS 3TUX
perenTopoB B MOHOLMTaX MPUBOAMUT K YBEJIMYEHUIO BbIPAGOTKM LMUTOKMHOB U XE€MOKMHOB,
BaXHbIX [ KIupeHca mnaroreHoB — IL  (uHTepneiikuH)-8, MCP-1(MOHOUMUTapHBIN
xXeMoTakcudeckuii mporemH-1), IL-10. IL-8 u MCP-1 BaskHbI AJISI MUTpauy HeNTPoUIOB, B TO
Bpems Kak IL-10 — my1s coxpaHeHMsl roMeoCTasa KuilleuHyKa. He mocjieqHIo0 posib B OALEPXKaHUM
6asiaHca TTPOBOCTIAINTENIbHBIX Y TPOTUBOBOCIIAIUTENbHBIX (DAKTOPOB 1 06eCTieueHus] 3alUThl OT
YyKepPOJIHBIX TTATOTEHOB B KUIIEUHMKe UTPAIOT perynsaTopHbie T-knetku (Treg), Mucosa-associated
invariant T cells (MAIT) and HKT kieTku, KoTopbie B OTCYTCTBUM XIAP CTAaHOBSITCSI TOABEPSKEHBI
aronto3dy. TakuM 006pa3oM, HapylleHMe ITUTOKMHOBOM MPOAYKUMM U WM3ObITOYHBIN arornTo3
PEryJsITOpOB TOMEOCTasa KUIIEYHMKA BeOyT K pPa3sBUTMIO BOCIAJIUTEIbHOTO 3a00JieBaHMS
kuieynuka (B3K) y nauyenTos ¢ XJIII2 [11].

Cpeny Opyrux IUTOKMHOB, BRIPAOOTKA KOTOPBIX CHIDKEHA Ipu meduiute XIAP, BaXKHO BBIIEIUTH
(dakTop Hekposa omyxonu anbda (TNF-alpha). BeipaboTka IMTOKMHA MOHOIMTaMM IallieHTa B
OTBEeT Ha UX CTUMYISLMIO turangmoMm NOD-penentopa L18-MDP (Muramyl dipeptide) cHmskeHa 1o
CpaBHEHMIO C MOHOLIUTaMM 30POBOT0 KOHTPOJIS - TECT, KOTOPBIN MCITOAb3YEeTCS IJIsT IMarHOCTUKIA
XJIM2 [12].

B omnume ot gpyrux dopm cemerinbix IJIT, MpM KOTOPBIX HapyIIeHa IUTOTOKCHUYECKast QYHKIUS
nuMmbounToB, npu peduiute XIAP nurorokcuuHocth T- u HK-kineTtok B Hopme. Bymyum
MHrM6MTOpOM arnonrtosa XIAP obecrieunBaeT BbDKMBaHME U MPoaudepanyio akTUBMPOBAHHBIX T-
KJIEeTOK B Cay4yae MHMEKUMUM, UYTO CIIOCOOCTBYET IIMMMHAIMKM WHOUIVPOBAHHBIX KJIETOK.
OrcyTcTBME OGesika BefeT K TMepCUCTEHIIMM MHQPUIMPOBAHHBIX KIETOK. Bomee Ttoro, XIAP
unru6upyet TLR (toll-like receptors)- u TNF-omocpenoBaHHOe o6pa3oBaHyue MHGIAMMaCOMbI B
IEHAPUTHBIX KIeTKax ¥ Makpodarax, oTCyTCTBMeE ke 6eka BeeT K Ype3MepHoii BbipaboTke IL-1,
IL-18. B COBOKYIHOCTM II€pCUCTEHIMS MHMEKIMM ¥ CUCTEMHOe BOCIAajJeHMe IPOBOIMPYIOT
passutue ITIT" [13].

IMaTorenes X-cuemienHoro aumdbornponudepaTMBHOrO CMHAPOMA 3 TUIa

XJIIT3 6b11 HazBaH XMEN — X-cIleIJIeHHbIT MMMYHOIePUINT ¢ e(eKToM MarHueBbIX KaHaJIOB,
OBB-unbexumeit 1 Heomnasueil. K ero Hambosmee MOCTOSHHBIM IpU3HAKaM OTHOCSTCST CD4+-
nuM@oIleHusl, CIUIEHOMeraaus, IepcucTeHIuss OBB 1 BbICOKas MPenpacloiokKeHHOCTh K
pasBuTHio dbB-acconumpoBaHHO 1MMQoMbI [14].

I'en MAGT1 skcrmpeccupyeTcsi BO BCeX KJIeTKax, OAHAKO B HEKOTOPBIX CUIbHee, HAIpUMep, B
remomnoatnueckux. ITorepst dyHkium rena MAGT1 B T-kieTkax BefeT K HapylIeHUIO OBICTPOTrO
MOTOKA CBOOOMHBIX MOHOB MarHMSI B KJIETKY U, KaK CJIeICTBMe, K HAPYIIEHWI0 aHTUTEHHOIA
crumyssiuuyn T-knetouHbix peuentopoB (TCR). B HK-knerkax m murorokcuyeckux (CD8+) T-
auM@onuTaX MarHMeBble KaHa/Ibl 00eCIeurBalOT Oa3ajibHOE cofepskaHue CBOOOJHOTO MarHusl,
HeoOXomuMoOe ISl TOAJEePKaHMsl IKCIPEeCCMM HEKOTOPbIX aKTUBUPYIOIIMX PELeNTOPOB.
COOTBETCTBEHHO, TIPU OTCYTCTBMM CBOGOJHOTO MarHus LMTOTOKCMYeckast QyHKIMs T-KIeTOK
crpagaer. KimHMYecKkyM yBeNMUMBAETCS IIPEAPACIIONOXKEHHOCTh K DPAa3sBUTUIO OIyXojei U
uHbeKuNi, B yacTHOCTU DBB-nHbexkuyn. [TockonbKy medeKT akTuBanyuy T-KIeTOK Py CUHAPOME
XMEN He CTO/Mb 3HAUMTEIEH M MOKET ObITb KOMIIEHCMPOBAH 6osiee IJUTeNbHONM U CUIbHOI
CTUMYJISIIIMEN, Y TAKMX MMallIeHTOB He HAOMI0AeTCsl TSKeNbIX YIPOXKAOMINX KU3HY MHGEeKINit, Kak



npu apyrux [IU][. B ominume ot ppyrux tmnos XJIIT mas manmeHTOB ¢ cuHApomoM XMEN He
XapaKTepHO pasBUTHe (QYIbMMHAHTHOTO MOHOHYKIeo3a (®MH), penko Hab6mwomaetrcs IVII' u
konmyectBo HKT-kieTok y Hux B HopMme [15].

1.3 nuaemMuoaorusa

Yacrora  BcTpeuaemoctu XJIIT cocraBiasier 1-3 Ha 1 MWIIMOH POXAEHHBIX MajbulMKOB,
3a60/eBaHMEM CTPAJAIOT JIMIA MYKCKOTO ojIa (32 OYeHb PeKUM UCKITIoYeHrem) [6,16-18].

1.4 Konuposanue no MKB-10

D82.3 UVmMmyHOmebMIIUT BCAENCTBME HACIEACTBEHHOrO [HedeKTa, BBI3BAHHOTO BUPYCOM
SnureiiHa-bapp

D84.8 [Ipyrue yTouHeHHbIe UMMYHOAeMUIIMTHBIE HapylIeHus (KoJ, Takke MCIonb3yeTcs: B KP mo
BPOXXI€HHO HeNTPOIIeHUI)

D89.8 [Ipyrume yTOYHEHHbIe HApyIIEHUSI C BOBJEYEHMEM WMMYHHOTO MeXaHM3Ma, He
KJIacCUUIMPOBAHHbBIE B PYTUX PyOPUKax

D82.8 imMyHOme bUIINT, CBSI3aHHBIN C IPYTMMM YTOUHEHHBIMY 3HAUMTETbHBIMU dedeKTamMu
1.5 Knaccudmranusa

Ilo pmauubpiM Kiaccuuraumuy IIAO 2017 1, yTBEpKAEHHOH MeXKIyHAapOIHBIM COI30M
uMmmyHosornueckux obmiects (IUIS), XJIIT OTHOCUTCST K TPyIIIie UMMYHOIeQUIIUTOB C UMMYHHOI
IVCPETYIISIIMEN, TOArpyIne MMMYHOAeDUIIMTOB C TIPeapacooKeHHOCThI0 K DBB-uHpekuumn u
mumornponrdepanyu. Vcropuuecku 3aboneBanne kiaccubuuypyercs Kak XJIIT1, XJII12, XJII13, B
3aBUCUMMOCTM OT TUIIA TeHeTuueckoro nederra — myrauuu reHoB SH2D1A, XIAP u MAGTI,
COOTBETCTBEHHO [19].

1.6 KnuHuyeckasi KapTUHa

O6mum gt XJIII  gBiseTcss  IIPeApacIioioKeHHOCTb K DBB-umHMernuu ¢  pasBUTHEM
(byTbMMHAHTHOTO MOHOHYKJIE03a, KOTOPbIN (aKTUUecKu IMpencrasisieT coboii IVIT. [lns XJIII2
Taxke onycanbl arydau IJIT, BISBAaHHOrO nepcucreHuyein nyuromeranosupyca(lIMB) mnm repnec-
Bupyca 6 turma (HHV VI). Kpome Toro, remodarounuto3s y nauueHToB ¢ XJII[12, Kak MpaBuio, HOCUT
MeHee arpecCUBHbBIN XapakTep.

Eme omHuM 4vacto BeTpevaromummcs mposisinenneM XJIII y merteli u B3pOCBIX SIBJISIETCS Pa3BUTHE
auMboM, MMEWIINX B OOJBIIMHCTBE CBOEM B-KJIETOUHYIO MHPUPOAY ¥ JIOKAIM3YIOUIMXCS B
WUIeOLleKaJIbHOI obmacTu. Ilpu 3TOM pasBUTHE 3JI0KaUeCTBEHHOI JmMdonponudepann
BO3MOXHO, Kak y ObB-HeraTmBHbIX, Tak M y OBB-TIO3UTUBHBIX MalMeHTOB. VcKkiaoueHne
cocrapseT XJII12, mpy KOTOPOM K HACTOSIIEMY MOMEHTY He 3aMKCHUPOBAHO HM OTHOIO CIydas
mumbomsi [20].

IOpyrum cyuiecTBeHHbIM oTianumeM XJIII2 siBisieTcsl pa3BUTHE BOCIHAIMUTENBHOTO 3aboieBaHMs
KUIIeYHMKA, HATIOMUHAIOIIETOo TUcTonorndecky 6ome3nb Kpona [21]. Jedbuunut XIAP oTHOCUTCST K
IpyIIle MOHOTEHHBIX 3a00jeBaHMiI C MOpPaKEHMEM >KEeNyILOYHO-KULIEYHOTO TPAKTa, OCHOBHOIA
XapaKTEePUCTUKON  KOTOpBIX  siBisgeTcss pasButve B3K-mogob6bHOro KommMra C  paHHE
MaHupecTauue.

K peokum mposiBaennsivm XJIII1 OoTHOCSTCSL arutacTudeckass aHeMusl, JUMQOWUIHBINA BaCKYJIUT,
TUMQOUIHBIN TPaHy/IeMaTo3 Jerkux [22].

K penxum niposisienusim XJIII2 OTHOCSTCSI ayTOBOCTI/INTEIbHBIE ITPOSIBJIEHNSI, TakMe KaK apTpuT,
YBeuT, y3y0Bartas spurema [10].

KnuHuueckasi KapTMHa MOXKeT OBITh IIpeACTaBjeHa OOHMM WM KOMOMHAIMEeH IIpUBeIeHHbIX
BBIIlIe COCTOSIHMIA, MIPU 3TOM TMIPOSIBJIEHMSI y TNpenCcTaBUTeNell OLHOM U TOW >Ke CeMbM MOTYT
pa3anuaThCsl.



2. lnarHoCTMUKa

emsam u 63pociviM nayueHmam ¢ nodo3peHuem Ha X-cyenjieHHolli JaumMponponudepamusHuoiii
CUHOpOMOM nposodumcs ougepeHyuansHslli OuazHo3 8 nepgyr ouepeds NPo8oOUMb C:

= [Ipyeumu popmamu cemetinozo IJIT;

= Jlumgpomamu npu opyeux ITH/I;

= X-cyenneHHoli azammaznobynuHemueis;

= JIpyeumu ITHU]I, ocnoxcHeHHbIMU meueHuem B3K.
2.1 J)Kano6bl ¥ aHaMHe3

e V Bcex TIIallMeHTOB (vnn ponuTesneit) C oA 03peHnemM Ha  X-CLeIUIeHHbIN
mumboripoibepaTUBHbBIN CMHIPOM PEKOMEHAYETCSI ITPOBOIMUTH COOP aHaAMHe3a U Kajaob mjist
Bepudukanyum quarsosa [20-23].

VpoBeHb yoeAUTeNbHOCTY pekoMeHaanuii C (YpOBeHb JOCTOBEPHOCTH IOKA3aTENbCTB — 3)

Kommenrapum: [layueHmst u ux podumenu Mozym hpedssaensims Hanodsbl HA NOSBUSWIULICS C
paHHez0 803pacma HUokuii cmyna, Kpoeb 6 cmyne, Haauuue YeeauueHHslX JumM@poy3ios, 3nu300b!
Juxopaoku 0e3 16H020 ouydea UHpekyuu u omeema HA AHMUOAKMEPUANBHYIO mepanul, Komopole
MO2ym  COnpoeoxmoamscs. yeeauueHuem neueHu/cenezeHku. Cnedyem ymouHume 0cob6eHHOCMU
(usuueckoz0 passumus nayueHma, npubasky 6 éece, CPOKU B03HUKHOBEHUS,, UACMOMY U MSIHECmb
KUWeYHbIX NposieieHull, a makxe 60Jien AU nayueHm uH@eKyuoHHbIM MOHOHYKNE030M U HACKONBKO
mseno npomexano 3abonesarue. Ilpu c6ope cemeliHoz0 aHamHe3a o6pawjames HUMAHUE HA CAyHau
pasHux cmepmeti Manvuuko8 ¢ npusHaxkamu zemodazoyumosa, aumonponugepayuu, a makxice
CIyyau mswenozo Koauma y Jauy Mymckozo noaa. Y nayuenmos XJIII Hepedko ommeuarmcs
«HeMOmMueuposamHole» Cybedpunumems! u 1UXopaoka 6e3 s18H020 oudza uHpekyuu (Kak nposiejeHue
2emogpazoyumo3sa). Kpome mozo, anu300s! 1uxopadku u\uiu cyogebpuiumema ¢ nomamu u nomepeti
maccel mena Moeym Oblmb NPU3HAKAMU 3710KAUeCmMB8eHH020 3a6onesanust (Hanpumep, mak
Hasvleaemole «B» cumMnmomol npu aumgome).

2.2 ®dusuKanbHOe 06C/Ie0BaHMe

e Bcem maumeHTaM C IMOHO3peHMeM Ha X-CIeIUIeHHbI auMborponndepaTuBHblii CUHIPOM
pekoMeHAayeTcs1 G1U3MKaIbHbIM OCMOTP 111 Bepudukauuy guardosa [9].

YpoBeHb yoeauTeIbHOCTY pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB — 3)

Kommenrapun: ITayuenmst ¢ XJIIT (ocobenro XJIII2 ¢ cumnmomamu Koauma) mozym omcmasams 8
MaAcco-pocmosuix NoKasamesx.

Y demeli u e3pocnvix nayuenmos ¢ XJII 1 u 2 muna moeym ommeuamscs NSAMHUCMO-NAnyie3Hble
coinu, xapakmepuote ona IJIT. Ilpu passumuu yumonemuu, 6 MoM uucie MpomooyumoneHuu,
ommeuaemcs 2eMoppazuiecKkas coine.

IIpu ocmompe pekomeHO08AHO OUEHUMb pasmepsl nepugepuueckux aumMdoysnos. JIna nayueHmos c
XJIIT HepedKo XapakmepHa 2eHepanu308aHHas aumpadeHonamus uiu yseauveHue 0OHOL 2pynnel
JUMDOY37108 8 CIyuae pazeumust AUM@PoMbl.

VeeuueHue neueHu U ceie3eHKU - KaK nposiejieHue XpoHuueckoti IbB-urgexuuu, IJIT unu aumgpomo.
2.3 JlabopaTopHas AMarHOCTUKA

e Bcem maiueHTaM C IOfO3peHMeM Ha X-CUeIIeHHbI aumdbonponnbepaTuBHbIA CUHIPOM
PEeKOMEeHAyeTCsl VCCIefoBaHMe OOLIero aHamau3a KPOBM [JJsl JUArHOCTMKY aHeMMM U
HelTponieHuu [3,7].

VpoBeHBb yOeOUTETBHOCTY PEKOMeHanuii A (YpPOBeHb JOCTOBEPHOCTH JOKA3aTeabCTB — 1)

Kommenrapuu: V nayuenmos ¢ XJIII moxcem 8vis8a1mbcsl aumponenus (meHee 1000 xknemok 8
MK). IIpu meuenuu IJTII' ommeuaemcs 8 nepsyw ouepeds mpombOoyumoneHus, 8 OdnvHeliulem —



aHemuss u HelimponeHus. Ilpu B3K 8603MOx#HO pa3sumue mpombOUUMO3a KAk ompaxceHue
XPOHUUECK020 80CNANUMEIbH020 hpoyecca

e BceM mammeHTaM C TOAO3peHMEM Ha X-CleIUIeHHbI JmMdonpondepaTUBHBI CUHAPOM
peKOMeHAyeTcsI MCCIeoBaHue OMOXMMMUYECKOTO aHaau3a KPOBM: MOUEBWHBI, KPeaTMHMHA,
dbpakumuit  6unMpybMHa, acmapraTamMHOTpaHcdepassl (ACAT), amaHMHAMMHOTpaHCchepasbl
(AnAr), anbbymmua, nakratmeruaporeHassl (JIAT), mienounoit docdarassr (IIB), mioKo3bI,
TPUTIUIEPUAOB, (epputnHa, GubpuHOoreHa, C-peakTUBHOTO Oeska Ji [IMAaTHOCTUKU
COITYTCTBYIOLIMX 3a60/1eBaHMit ¥ BepuduKanyuy quardosa [2,3,5,7].

VYpoBeHb YoeauTeIbHOCTY pekoMeHAanuii C (ypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 3)

Kommenrapum: [logviieHue  eppumuna,  mpueauyepudos,  CHUx@ceHUe  (GubpuHozeHa,
eunoansOymuHemust omuocsmess k kpumepusim IJIT. Tloswiwerue JIIT ocobeHHO XapakmepHo Ons
aumepom.

e Bcem maiueHTaM C IOfO3peHMeM Ha X-CUeIIeHHbI aumdbonpoandbepaTuBHbI CUHIPOM
PEKOMEeHAYeTCsI MCCIeJOBaHNe KOHIeHTPAIMY MMMYHOIIIOOY/IMHOB ChIBOPOTKHU IgG, IgA, IgM
I Bepudukauyum nuartfosa [9,24].

VpoBeHsb yoenuTeIsHOCTU pekoMeHaanuii C (YypOBEeHb JOCTOBEPHOCTH JI0Ka3aTe/IbCTB — 3)

KommeHnTapumn: B Oonsuiurcmaee ciyuaes y nayuenmos ¢ XJII1 umeiomcs: me uiu uHvle HapyweHus
KOHUEeHmMpayuu UMMyH02n00yNUHO8 — CHUMCEHUE BCeX KNACCO8 UMMYHO2/100YIUHO8, UNU NOGblUIeHUE
00HUX Knaccos u cHuxceHue dpyeux. IIpu B3K 8 6onbuiuHCmee cryuaes ommeuaencs nossiuieHue IgA,
umo ompaxaem 60671e4eHHOCMb CIUSUCTBIX 8 80CNANUMENBHBIT NPOYECcC

e Bcem manmeHTaM C Iofo3peHMeM Ha X-cCleIuleHHbI JumdbonponudepaTMBHbIA CUHIPOM
pekoMeHAyeTcsT MMMyHOGEHOTUIMPOBaHMe CyOmomyasauuii  AMMAOIUTOB /sl  OL@HKU
CTereHM BbIPasKEHHOCTM MMMYHOJIOTMYecKoro nedekra [9,24].

VpoBeHb yoeauUTeNbHOCTY pekoMmeHaanuii C (YpOBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB — 3)

KommenTapumn: Y mHozux nayueHmos ¢ XJIII1 ommeuaemcs CHuxceHue (8nomes 00 HYne8vIX
3HaueHull) yucaa B-numpouumos, 1ub60 3HAUUMEILHOE CHUMEHLIE NePeKNoUeHHbIX B-Kaemok namamu
(CD19+CD27+IgD-IgM-). Ilokazamenu ummyHopeHomunuposauus Jaumpoyumos npu XJ/I12 He
cneyuuunst. [Ina XJI13 xapakmepHa CD4-numponerus. CHuxeHue HKT Haubonee xapakmepHo 0/
XUIIT1, moxcem ecmpeuamscs hpu XJIT12, He xapakmepHo ons XJII13

e Bcem mammeHTaM C TOJO3peHMeM Ha X-CIeIUIeHHbI JuMbonponndepaTUBHbIA CUHIPOM
peKOMeHAyeTcsI Ompeie/ieHre BHYTPUKIETOUHON akcrpeccuu 6enkoB SAP u XIAP meTtomom
MPOTOYHOI IUTOMETPUMA JIJISI IOATBEPXKIeHNS BepubuKamu nuartosa [4].

VYpoBeHb YoeauTeIbHOCTY pekoMeHAauuii C (ypoBeHb JOCTOBEPHOCTH AOKa3aTEeIbCTB — 3)

KommenTapuu: 0na nauuermos ¢ XJII11 u XJII2 xapakmepHo 3HAUUMeENbHOe CHUXCEHUE U NOJHOE
omcymcmaue akcnpeccuu 6eskos SAP u XIAP coomsemcmeaeHHo.

e [lauyeHTaM ¢ TIOmO3peHMEM Ha X-CLeIUVIeHHbI JuMdonponudepaTuBHblii CUHIPOM
PeKOMeHAyeTCA MOJIeKYISIPHO-TeHeTu4Yeckoe MCCIefoBaHMe COOTBETCTBYIOLIMX Te€HOB
(SH2D1A, XIAP (oH e BIRC4), MAGT1) o5 nonTBep>KOeHMs AMarHosa y naluyeHTa U y Ipyrux
YJIeHOB CeMbM MYXKCKOTO TT0J1a, a TaKsKe IMarHOCTUKY MaTepeii-HocuTesneit [25].

VpoBeHsb yoenuTeIsHOCTU pekoMeHganuii C (YypOBeHb JOCTOBEPHOCTHU JIOKa3aTe/IbCTB — 3)

e [lanmeHTaM C TIOmO3peHMeM Ha X-CLeIUIeHHbI JuMdornponnbepaTuBHBI  CUHIPOM
pekomeHnpayercsa npoBoguTh [P wmccnemoBanme KpoBM (MO TOKa3aHUSIM — OPYTUX
OMOIOTMYECKUX Cpel) Ha ormpeneneHne copmepskanus [OTHK Bupyca 3ImmrreitH-Bapp (9BB),
uuromeranoBupyca (IIMB), repmeca 6 Tuma (HHV VI), a Takke MMUKPOOMOIOTrMUIECKOe
MCCIeNOBaHMEe OMOOTMYECKUX Cpefl TIPU HAMUYUU COOTBETCTBYIOUIMX 0YaroB MHGMEKIUU It
IMAaTHOCTUKY COIMYTCTBYIOWIE) WHMEKIUM U OIpeaeNeHus BUPYCOIOTUYECKOTO CTaTyca
nanueHra [16,26].

YpoBeHb yoeauTeIbHOCTY pekoMeHAanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB -4)



KommenTapun: Ceposnozuueckue uccnedoganus y nayuermos ¢ ITH/IC, ¢ uacmuocmu ¢ XJIII, mano
uHgopmamugHsl. Bupyconozuueckuii cmamyc nayueHma Xxapaxkmepusyemcsi KOJIUYeCMBeHHbIM
(npednoumumensHo) UIU KAuecmeeHHbIM onpedesieHueM 8UPYCco8 mMemodoM NoJUuUMepasHol yenHot
peakyuu (T1L[P) & kposu, Kae, 1UKBOpe, OPOHX0-AJIbBEOJIIPHOM Jiddaxce, buoncutiHom mamepuase. B
cnyuae XJIIT 6 nepgyto ouepeds pekomMeHO008aHO onpedesums Konuuecmso konuti supyca 6B 6 Kposu U,
no nokasausim, 8 dpyzux cpedax. Yuumsieas LIMB- u HHV VI-accoyuuposaHrHsie IJII' pekomeHO08aHO
maxkce onpedesieHue Koauuecmeda 0aHHbIX 8UPYCo8 8 Kposu u Opyeux cpedax. ITocegwl Guomamepuasa
(Ha @nopy u 2pubsr) ¢ onpedeneHuem aHmMuUOUOMUKOUYBCMBUMENLHOCMU CO CIU3UCMBLX, U3 04a208
uH@exyuu (8K0Uas Noces KPosu U Mouu npu coomeemcmayloweti CUMNMoMamuxke), a makxie nocegsl
Kana, OPOHXOA/NbBEONPHO20 JAB8AXA, JUKEBOpAd U OUONCUOHHO20 Mamepuanda peKomMeHO08aHO
nposodums 8cez0a npu HAAUUUU UHPEKYUOHHBIX 0UA208.

e [lanyeHtamM C TIofo3peHMeM Ha X-cClelyieHHbIT JaumdbonponnudepaTuBHbIl  CUHIPOM
pekomeHayetcsi HLA-TunupoBaHme g IIOATOTOBKM K Ilepecajke KOCTHOIO MO3ra,
ompesieJIeHMI0 COBMECTUMOCTH C CUOIVHTaMM, POAUTENSIMU (TIPU OTCYTCTBUM CUOIVHTOB), WU
TUNIMPOBaHMe [IJis [T0MCKa HEPOJACTBEHHOTO JOHOpa [6,27].

VpoBeHb yoeauTeIbHOCTY pekomeHganuii C (YPOBeHb JOCTOBEPHOCTH S0Ka3aTe/lIbCTB - 3)

2.4 VIlncTpyMeHTalnbHasA JUArHOCTUKA

e Bcem mammeHTaM C TOAO3peHMEM Ha X-CleIUIeHHbI JmMdomnpondepaTUBHBI CUHIPOM
pekomeHmyeTcsl KomImbiloTepHass Tomorpadust (KT) TrpymHOin ¥ OpPIONIHOM ITOJIOCTU C
KOHTPACTHBIM YyCUJIEHMEM JJISI OLeHKM BbIPasKeHHOCTM Jumbonponudepannn, UCKIIOYeHNs
muMGOMBI; MarHUTHO-pe3oHaHCHast Teparmusi (MPT) TO/MOBHOrO MoO3ra € KOHTPACTHBIM
yCuIeHueM sl OLleHKM ITopakeHusl LeHTpaibHOV HepBHO cucteMmbl (LTHC) npu 1T, a Taxke
II7IST UCKJTIOUEHMST BaCKYJIUTA U €ro OCJIOKHEHUIi (TpomM603, aHeBpu3Ma U T.h.) Y MalMeHTOB C
XJIII1 [26,28].

YpoBeHb YoeauTeIbHOCTY peKoMeHAanuii C (YypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB - 3)

e Bcem maumeHTaM C MOAO3peHMeM Ha X-ClieluleHHbI JuMdornponudepaTUBHBIN CUHAPOM
pPeKOMeH/IyeTcsI KOCTHOMO3T0Bas IMyHKIS IJ1s TOATBepskaeHns TeueHust [T, a Takoke OLleHKA
ero ropaykeHus1 KOCTHOTO Mo3ra mpu pa3sutuy aumdom [10].

VpoBeHb yoeauTeIsHOCTY pekomeHganuii C (YPOBEHb JOCTOBEPHOCTH S0Ka3aTEIbCTB - 3)

e JlamueHTaM C TIIO#O3peHMeM Ha X-CIeIUIeHHbI auMdonpoandepaTUBHbI CUHAPOM,
OCJIOKHEHHBINT reModarouTO30M MIM BACKyaIMTOM C TopaxkeHueMm ITHC, pekomMeHAyeTCs
nmoMbasbHasT MYHKUMUS C IIMTOJIOTMYECKMM MCCIeIOBaHMEM JIMKBOpPA, a TaKKe OIpemeeHne
comepykaHus GejKa, IMIOKO3bI, AJISI MOATBEPKOEHMUS WIM MCKIoUeHMs BoBjieueHHOCTH L[HC
[16,28].

YpoBeHb yoeauTeIbHOCTY pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB - 3)

e [lanyeHTamM ¢ Tofo3peHMeM Ha X-clelyIeHHbIt JaumdbonponnudepaTUBHbI  CUHIPOM
peKOMeHAyeTCsI 10 IOKa3aHMSIM TaCTPOCKONMS UM KOJIOHOCKOMMSI C TUCTONOTMYEeCKUM
MCCIeOBaHEM OMOIITATOB JKEeMyIKa M KUIIEeUHMKA (TIPY HATUUMM KUIIEYHOTO CMHAPOMA) IS
YTOUHEHMS XapaKTepa MmopaskeHus XeaygouHo-KuiedHoro tpakra (PKKT) u pemenus Borpoca
00 UMMYHOCYTIPeCCUBHO Teparnuu U/ Vi XUPYyPruueckom MeToje aederust [29].

VpoBeHb yoeauTeIbHOCTH peKoMeHAalmii C (YypoBeHb JOCTOBEPHOCTH JOKA3aTeIbCTB - 3)



3. Jleuenue

3.1 KoHcepBaTUBHOE JIeueHue

Llenw neueHus: cmabunuzayusi COCMOsHUSL, KOHMPOJb PA3BUBUIUXCS 0CIONCHEHULL U hpedomepaujeHue
HOBbIX 0C0MCHeHUll Ha nepuod nodzomoeku K TICK.

Jleuenue sumpomet. I[Ipogodumcs N0 NPOMOKOAAM JieUeHUs TUMPOM, 8 3a8UCUMOCU OM ee muna
(cm. coomeemcmayroujue KauHu4eckue pekomeHoayuu).

JleueHue 2emogpazoyumapHozo aumgozucmuoyumosa. IIposodumcs no npomoxonam neuerus IJIT,
6 Hacmosuee epems — no npomoxony HLH2004 (dexcamemasoH™*, 3mono3ud™*, yuknocnopux™* - cm.
coomeemcmayujue KauHuueckue pekomeHoayuu). /lonyckaemcs 8 kauecmae 00ONnonHuUmMensHoli onyuu
npumeHeHue aHMUYUMOKUHOB0U mepanuu, Hanpumep, npenapam MOHOKIOHANbHbIX aHmumes K
yen08eueckoMy peyenmopy unmepaetikuna 6 — #Toyunuzymab™* a makie npumeHeHue celeKmusHoz0
uHeubumopa JAK-kuHaswl —#PykconumuHuba™**-Ha3HaueHue KOmMopwvix 00JIHCHO PAccMampusamscs

UHOUBUOYANIBHO 8 KAMOOM KOHKpemHoM cayuae [30-32].

JleueHue eocnanumenbHo20 3a607e6aHuss KulueuHukd. ITpoodumcs no npomokoaam JieueHus
80CNANUMENbHO20 3a00J/Ie8AHUSA KUWEYHUKA, 8 3A8UCUMOCMU 0M 2UCMON02UUECKOTl KapmuHbsl (CM.
coomeemcmayujue KauHuueckue pekomeHoayuu).

e Bcem mnamueHtam ¢ XJIII pexkomeHAayeTcsi TPOBeNEHME 3aMECTUTENbHON Tepanuu
BHYTPMBEHHBIMM MMMYHOIIOOyIMHamMu (BBUI™*) TOMbKO BBICOKOTO KauyecTBa BBUIOY WX
BUPYCHOV 6€30MacHOCTY, B TOM YKC/Ie B OTHOILIEHUM TapBoBupyca B19, KOTOpBIl cMepTelIbHO
oraceH i nauyeHTos ¢ [TNU] [2].

VpoBeHb yoeauTeabHOCTY pekomeHnganuii C (YpOBeHb JOCTOBEPHOCTH H0Ka3aTe/lIbCTB - 4)

KommeHTapum: mepanus npoeooumcs noxu3HeHHo\do MOMeHMAa 80CCMAHOBJIEHUs UMMYHUMema
nocne TICK 8 cmaudapmusix pexcumax 8 0oze 400-600 me/xe eeca 1 pa3 e 3-4 Hedenu, ¢ yenvio
noddepxcarus yposeHs IgG He Hue 6 2\ [2]. B cnyuae, eciu daHHas KOHYyeHmpayus He docmuzHymd,
nokasaHo ysenuueHue paszosoti 0o3vt BBUT™* do 0,8 -1 2p/kKe unu cokpaujeHue uHmepsaia Mexoy
ggedeHussMu npenapama 00 3-x Hedenw. IIpumeHeHue UMMYHO2N00Y/IUHA UEN08€KA HOPMAJIbHbILLL
[IgG+IgM+IgA]** Ons 8HympueeHH020 86edeHUsl, A MAaKMe UMMYHO2I00YIUHA 0711 6HYMPUMbIUIEUHO20
86edeHUSs1 NPOMUBONOKA3AHO U3-3d €20 HeagekmusHocmu y nayueHmos ¢ OaHHsIM 0UazHO30M.

e [Maumentam ¢ XJIII, ocnoxkHeHHbIM  OBB-uHbekIMeli peKOMeHAyeTcsT JieueHue
#puryrcumadbom™** [27].

VpoBeHb yoeauTeasHOCTU pekoMmeHganuii C (YPOBEHb JOCTOBEPHOCTH OKa3aTE/NIbCTB - 3)

KommenTapun: Cneyuguueckue supycocmamuxu, akmugHosie 8 omuouleHuu BB, Ha cez00HAWHUL
denb omcymcmeyiom. Tax kak OFB uHgexyus npedcmasnsiem yepo3y U3HU nayueHmd, npu
8bls18JIEHUU BUPeMUU PEKOMEHO08AHO nposedeHue mepanuu #pumykcumabom ™™ e doze 375 me / m2 1
pas 6 Hedesio 4 Hedenu, danee — no He0OX00UMOCMU NO0 KOHMPONEM 8UPeMUU.

e TMaumenTtam c XJIII c HeliTponieHneit menee < 1,0 x109/n1 1mmocite MCKIIOYeHNST TeMOGaronmTosa u

remo0iacto3a  peKOMEHAYyeTCs  Ha3HaueHMe  IPerapaToB  KOPOTKOTO  AeCTBUS

IPaHYJIOLUUTAPHOTIO KOJOHMECTUMYIUpPYIOIero ¢akropa peKoMouHaHTHOro (pul-KC®D) mis
IOCTVKEHUS U TIOA e pskaHMsT abCOMIOTHOTO KoumvecTBa Helirpodunos >1,0 x109/n [33].

VpoBeHb yoeauTeabHOCTH pekomeHngannii C (YpOBeHb JOCTOBEPHOCTH S0Ka3aTe/lIbCTB - 4)

KommenTapuu: /[03uposKa u KpamHocms 88edeHus eHozpacmuma u gunzpacmuma™* noodbupaemcs
UHOUBUOYATIBHO.

¢ [IpodunakTuueckas MPOTMBOMUKPOOHAS Teparusi peKOMeHayeTcst BceM maruenTam ¢ XJIIT ¢
OTSITOIIEHHBIM MH(EKIMOHHBIM aHAMHE30M [0 MOMEHTa CaHAIlMM XPOHUUYECKUX OYaroB
uHpEeKIUY, He MeHee 3 MecsileB. Bbibop mpemapata paccMaTpuUBaeTCs WHAUBUIYATbHO B
KaXOM KOHKDETHOM (jiyyae, B TOM 4YMCIe C Y4YeTOM UyBCTBUTEIbHOCTU BBISIBJIEHHON
mMukpoduiopbl.  CraHpmapTHas  mnpodwiakTuyeckass — aHTuMOaKTepuasbHas  Tepamusi —
asuTpoMuuuH**10Mr/Kr/cyT 3p/Hef., TaKKe Ha3HavyaeTcss (0COGEHHO TMpU  HAINUUU



HeliTporeHun) mpoduiakTdeckas TPOTUBOTPUOKOBast Teparusi — (paykoHazom™* 3-8 mr/Kr/

cyT.) [34,35].
VpoBeHb yoeauTeabHOCTY pekomeHnganuii C (YpOBeHb JOCTOBEPHOCTH H0Ka3aTe/lIbCTB - 4)
3.2 Xupyprudeckoe JjieueHye

e [MamyenTtam ¢ XJIII pekOMeHIyeTcs 110 MTOKa3aHNsIM XUPYPTUUecKoe JeueHne B 3aBUCUMOCTHU
OT OCIOokKHeHMit. [Ipy BBIPAYKEHHOM SI3BEHHOM TOPaKeHUM KUIIEYHMKA I[e1eco06pasHo
paccMOTpeTh BOIPOC O BbiBedeHMM cTOMbI Ha Bpems mposemeHusi TICK u paHHero
MOCTTPAHCIVIAaHTALMOHHOrO0 nepuoga [29,36].

VYpoBeHb yoeauTeIbHOCTY pekoMeHAanuii C (YypoBeHb JOCTOBEPHOCTH J0Ka3aTeIbCTB - 3)

3.3 TpaHCILIaHTaIYs TeMaTOIMO3TUYECKUX CTBOJOBBIX KiaeToK (TT'CK)

e [laumentam c XJIII pexkomenayetrcsi nposefeHue TI'CK, sBiasgioieics eIMHCTBEHHBIM
KYpaTUBHBIM MeTOLOM JiedeHus maumeHToB ¢ XJIII. IIpoBomuTcss OT pOLCTBEHHOIO
COBMECTMMOr0, HEPOLCTBEHHOIO COBMECTMMOIrO WIM TaIlJIOUIEHTUYHOIO [JOHOpa II0
MeTOLMKAM, UCIIO/Ib3YyeMbIM B KOHKPETHBIX LIeHTpax [6,37].

VpoBeHBb yoeaUTEeTbHOCTY PeKOMeHganuii B (ypoBeHsb JOCTOBEPHOCTH KOKa3aTENIbCTB - 2)



4. PeaOunuranus

e TMaumenrtam c XJIII pekoMeHayeTcss peabwimranuus mmocie mnpoBemeHus TI'CK, BKIouaomas
BaKI[MHAIIMIO B COOTBETCTBMM C HAUMOHAJBHBIM KajleHJapeM, TP HeoOXOAMMOCTU —
KOHCY/IBTALIVY C TICUXOJIOTOM, CITeIMTMCTAaMM JIedeOHOM hU3UIecKoil KyabTypsl [38].

VpoBeHb yoeauTeabHOCTY pekomMeHganuii C (YpPOBeHb JOCTOBEPHOCTH H0Ka3aTe/lIbCTB - 4)



5. IIpodbunakruka

e Bcem mamuenTam ¢ XJIII peKOMeHAyeTCS IPOBOAUTL IMPOGMIAKTUUECKUE MEPOIIPUSITHS,
BKJTIIOUaloIIe MeAMKO-TeHeTUeckKoe KOHCY/IbTMPOBaHMe ceMelt U ITpeHaTa/IbHYI0 IMarHOCTUKY,
KOTOpasi IPOBOAMUTCS C TOMOIIbIO MOJIEKY/ISIPHO-TEeHETUUECKOTO MCC/IeOBaHMs OuomTara
XOpPMOHA C BBISIBJIEHMEM MYTallMM COOTBETCTBYIOIIETO reHa, YTO IMO3BOJISIET IPedOTBPATUTh
POKIeHMe IPYTUX MAlMeHTOB ¢ JaHHbIM 3a60eBaHneM B ceMbsix XJIIT [38].

VpoBeHb yoeauTeaIbHOCTY pekomeHnganuii C (YpOBeHb JOCTOBEPHOCTH H0Ka3aTe/IbCTB - 4)

¢ Bcem nanmenTam c XJIIT pekomMeHayeTcs: AMCIIaHCepPHOe HAO/IoIeHe equaTpa/Tepanesra u
a/Ieproyiora-MMMYHOJIOTA TI0 MeCTY SKUTeNbCTBA. IIpodumakTuyeckast Tepammusi MTPOBOIUTCS
aMOy/IaTOpHO, IJIUTENIbHO — A0 MoMeHTa npoBefeHuss TTCK. ITaumeHTsl M WiIeHbl UX ceMeit
JIOJDKHBI ObITh 00Y4YeHbI ITpaBMUIaM MHAVBULYaIbHON rUrieHsl [38].

VpoBeHb yoeauTeasHOCTY pekoMmeHganuii C (YPOBEHb OCTOBEPHOCTH KOKa3aTe/NIbCTB - 4)
KommeHTapun:
JIlabopamopHvle u UHCIMPYMeHIMAIbHblE UCCIe008aAHUS

e OOwuli KIuHUYecKuli aHanus Kposu (o6s3amesieH nodcuem JietikoyumapHoti (popmyssl) npoeooumcs
1 pas 6 1 mec, no noKasaHusm — uauje.

e buoxumuueckuii aHanu3 Kposu ¢ onpedesieHuem aKMueHOCMU neueHouHvlx (pepmenmos, C-
peakmueHozo 6enka — 1 pas e 1 mec, no NoKa3aHusim — uauje.

e O6wuli ananus mouu — 2 pasa 8 200, N0 NOKA3AHUSIM- Uatlle

e Dnekmpokapduozpagus (OKT) — 1 pas é 200.

e Yivmpassykosoe uccnedosarue (Y3H) 6prowHoti nonocmu — 1 pas 8 3 mec.
® PenmeeHozpacpus epydHoti knemku — 1 pas 6 200.

Iepuoduunocms ocmompa cneyuanucmamu, NPoeooUSUIUMU Thepanuio
Annepzonoz-ummyHos02 ocmampueaem nayuedma 1 pas e 3 mec.
IepuoduuHocmes KOHMPOJILHBIX OCMOMPOB CNEYUANUCMAMU CMEHCHBIX CNeYUANbHOCMeE:
= ocmomp 2emamoiozd - 1 pas 6 3 mec;

= ocmomp ogpmansmosnoza — 1 pas 8 6 mec;

= ocmomp cmomamosnoea — 1 pa3s 8 200;

= ocMOmp omoJiapuHeonoza — 1 pas é 200

= ocmomp Hesposoza — 1 pa3 8 6 mec;

BaxuuHrayus 0o nposederus TICK He nokasaua.



6. lonmoHuTebHasAs MHGoOpMaIs, BAUIIONIas Ha
TeyeHye ¥ ¥ICXO0H 3a00/IeBaHus

IIporuos

IMpu ycnenrHoii TTCK mporHo3 kayecTsa M MPOAOKUTETbHOCTY KM3HM B 11€JI0M G1aroTpUsITHBIN,
OH BO MHOTOM OIpefiensieTcs] TsKeCThblo CHOPMMPOBABIIMXCS K MOMEHTY TpaHCIIAaHTaLUMU
XPOHMYECKMUX 0YaroB MHQEKIMM U TOPAKEHUS] OPraHOB. IIPOTHOCTUYECKM HEOIArompusTHbIM
(akropom kK MomenTy TI'CK [jisT meTeit 1 B3pOCIbIX MAIMEHTOB SIBISIETCSI OTCYTCTBME BBIXOIA B
pemuccuio IJIT u/viy 3710KauecTBeHHOI TnMdorpondepamn.

CeMmeliHOe KOHCYJIbTUPOBaHMe U IpeHaTa/JIbHasl MarHoCTHKa.
Cembs nanyenTa XJIIT

IToce TOCTAaHOBKM TalMeHTy amuarHo3a XJIII peKoMeHI0BaHO CpPOYHOe 00CaeqoBaHMe BCeX
6paTbeB (TI0 MOKA3aHUSIM — IBOIOPOJHBIX OpaTheB) MAIMeHTa, He 3aBMCUMMO OT BO3pacTa, TaK Kak
OHU MOTYT UMeTh OecCMMIITOMHOe 3abosieBaHue, elne He MHDUIMpoBaBICh Bupycom JBB. Tem
He MeHee, DUCK CMepTeNbHOI0 MCXOA\TsDKeNeMIuMX OCAOKHEHWMI IIpU IepBOM KOHTakTe C
BMPYCOM HACTONBKO BeIMK, YTO OecCMMITOMHBIM HamnyeHTam c XJIII Takske peKOMEHIOBaHO
nposeneHue TI'CK [5,6].

[IpenaTanbHasi OMarHOCTMKA IIOKAa3aHa TPU BCeX IMOCAeAYIIMX OepeMeHHOCTSX MaTepyu B
IaHHOM OpaKe M B Ipyrux Opakax ( X-CIeIJIEHHBI TUIT HaciemoBaHus). IIpy X-CIeIJIeHHOM THUIIe
Hacjaef0BaHMSI PeKOMEH/IOBAaHO TeCTMPOBaHMe Ha HOCUTENbCTBO MYTalli CecTep MalMeHTa, BCex
cecTep Marepy IeTOPOLHOTO BO3PACTa, 10 ITOKA3aHMUAM — NPYIUX POLCTBEHHMKOB JKEHCKOTO I10J1a
[5,25].

IanyenT XJII mocne TTCK

Puick 3a6oseBaHus y JeTeii nanueHTa cocrapisier meHee 0,1%. Bce mouepy mairyeHTa SIBJSIIOTCS
HOCUTEJIIMU MYTaHTHOTO T'eHa, UM PeKOMEeHI0BaHO ceMelfHoe KOHCY/IbTMpoBaHue [25].

l'ennas Tepanus

B HacTos1ee BpeMs MIOYT aKTMBHbIE KIMHMUYECKME MCCIeN0BaHNs, KOTOPbIe NanyT BO3MOXXHOCTb
PYTMHHOTO TpPUMMEHEHMsI Te€HHOW Tepanuu, B ToM uncie u npu XJIII, Tem He MeHee Ha
CerofHSILIHWI He SIBJISIeTCS TepalleBTUYeCKOi MOAaNbHOCTBIO [39].

JomosHuUTeIbHbIE METOAbI AMAarHOCTUKMU

Ins maumenToB ¢ XJITI2 xapakTepHo cHIbKeHMe mponykuyu TNF-alpha MoHOUMTaMu B OTBET Ha
crumyssiguio NOD2 penenTopoB. B cBSI3M ¢ 3TMM B KaudecTBe JOIOJIHUTEIBHOTO MeTOna
BepuduKaImun IyarHosa namyeHTam 4 oi03peHeM Ha X-cluernieHHbIN
numboriponndepaTUBHbBIN CUMHAPOM 2 TUIIA peKOMeHIyeTcs onpeneneHue npoaykiuuu TNF-alpha
MOHOLMTaMM B OTBET Ha UX CTUMYJsiLyio JurangoM NOD2-peuentopos - L18-MDP (B Poccun
JlaHHOe JICCIeloBaHMe IoKa He TpoBoguTcs) [12].

7. Opranmusanmsi MeaGUILIMHCKOM ITOMOIIU

IlokaszaHus /151 TNIAHOBOW TOCIUTAIM3AUN:

1. [MHAMMYECKOI KOHTPOIb COCTOSIHMSI TIPM XPOHUYECKMUX oOdvarax WHOEKIUnU, C [eIbio
MIpOBeLEeHNsI MHCTPYMEHTaIbHBIX MeTOZ0B MCCIIef0BaHMUs, 1o IOKa3aHMsIM
(6pOHX0aTbBEOJISIPHBII JTaBaXK, KOMITbIOTEPHASI TOMOTpadus U T.1.);

2. OueHka 3(QGdeKTUMBHOCTY TPOBOAMMON MMMYyHOCYIIpecCuBHOV Tepanuu (Tepamus B3K,
noaaepskanue pemuccuu [JIT, Tepanust B paMKax IMPOTOKOJOB jeueHus TMMboM);

3. [IpoBemeHye SHIOCKOIIMUECKOro 06c/IeoBaHys 111 oLeHKM ¢ dextuBHOCTY Tepanuu B3K;

4. TIpoBeneHNe NpeATPaHCIVIAHTAIIIOHHOTO 00CIeI0BaHMSI.

IlokaszaHusa njs SKCTpeHHOf/'I rocrmuTa/in3annm:



1. InurenbHast pebpuabHas IMXOPAIKa;

2. PazButne M;
3. [lomo3peHne Ha TeueHNe BaCKyauUTa (HEBPOJIOTUYECKAsl CUMIITOMATUKa, CyLOPOrU U T.1.);

4. TTogo3peHne Ha pasputue [JIT;
5. [lomo3peHue Ha pa3BUTHE IUMGOMBI;
6. O6ocTpeHne uiu romo3penne Ha manudecranmio B3K.

IlokasaHud K BBINMCKe MallieHTa U3 cTalMoHapa:
1) Crabummsamys COCTOSTHUS;

2) OKOHYaHMe IIJITAaHOBOI'0 06C/IeIOBaHMs.



KpMTepMI/I OL€HKM KauyeCTBa Me,Z[I/IIJ,I/IHCKOf;I

IIOMOIIM

Kputepum kauectsa YpoBeHb AOCTOBEPHOCTU
AOKasaTesNbCTB

YpoBeHb y6eanTenbHOCTU
pekoMeHaauunm

BbinonHeH c60op aHaMHe3sa u xanob, busnkanbHoe obcnefoBaHue BpadoM- | C
remMaTtonoroMm VI/VIJ'IVI annepronoroM-mMMMyHOJSI0romMm

BbinonHeHo 6asoBoe nabopaTopHoe obcnefoBaHue (KAMHUYECKUIA aHanus C

KPOBW; OMOXMMUYECKUI aHanu3 KpoBu (MOYEBMHA, KpeaTUHWH, dpakumm
6unupybuHa, acnapTaTtaMuMHoTpaHcdepasa, anaHuHaMuMHoTpaHcdepasa,
anbbyMuHa, nakTtataerngporeHasa, uwenouHas —docdartasa, r10Ko3a,
TpUrnuuepuabl, depputuH, C-peakTuBHbIM 6enok, GubpuHoreH)

BbINO/HEHO MHCTPYMeHTanbHoe obcnesoBaHue (KomnblotepHas Tomorpadms | C
rpyZHOV ¥ GPIOLWHOM NOMOCTU C KOHTPACTHbIM ycuneHvem unm Y31 6prolwHoin
MONOCTN U peHTreHorpadus rpyaHoin KneTku

MpoBeaeHo MMMYHOJIOrnyeckoe obcnenoBaHne (onpenenexuve C
VMMYHOr106y/IMHOB CbIBOPOTKU KpoBu IgG, IgA, IgM,
VMMyHOMEHOTUNNPOBaHNE NMMMPOLUTOB)

[MpoBeaeHO BMPYCONOrMYeckoe uccnefoBaHue AN WUCKIIOYEHUS BUpPEeMUn C
SnwrenH-bapp Bupyca, uuTOMeranoBupyca, Bupyca repneca 6 Tuna c
nomolbto Mmetoaa lMLP

MpoBeaeHO  MONEKyNApPHO-reHeTUYeckoe uccneaoBaHMe  MNoTEHUWanbHO C
nopaxeHHbix reHoB (SH2D1A, XIAP, MAGT1)

Mpu NoA03peHUn Ha reModaroLmTo3 BbIMOIHEHA KOCTHOMO3roBast MyHKLMS C

BbinonHeHa noMmbanbHas NYHKUMA U MarHUTHO-pe3OHaHCHas TOMOI’paCDVIH C
rosioBHOro Mosra (I'Ipl/l NOAO3PEHNU Ha nopaxeHue LleHTpa}'IbHOVI HepBHOI;I
cucTeMbl)

MpoBeaeHa 3aMecTuTenbHasi Tepanusi npenapataMmu  BHYTPUBEHHbIX | C
VMMYHOr106Yy/IMHOB

10.

MpoBeneHa aHTubakTepuanbHas, npotusorpubkosas Tepanuu c C
npoMunakTUyeckoin Uenblo Ha 3Tane HabnoaeHns npu  HannMymum
PELMAVBUPYIOLLMX MHPEKLMOHHBIX 3aboneBaHnsax

11.

MpoBeseHO cemeiiHoe reHeTUYeckoe KOHCynbTWpOBaHWe nauuenta, ero [ C
HEMNoCPeACTBEHHON CeMbM, a TaKxe APYruX POACTBEHHWKOB C  LEesbl
MHGPOPMUPOBaHUS UX O puckax 3aboneBaHns y NOTOMCTBa nauueHTa\uneHoB
CeMbMN.
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IIpunoskeume Al. CocTaB padboueri rpyIinbl

bamamoB [mutrpuit Huxko/saeBM4 — [OKTOpP MeOUIIMHCKUX HAyK, ujieH HallMoHaabHOTO
0011ecTBa 3KCIepToOB B 06JIACTY MEPBUYHBIX UMMYHOIeDUIINTOB, uieH HaloHaapHOTO 001IecTBa
JeTCKUX reMaTOoIOTOB ¥ OHKOJIOTOB.

PonnmenbT AHHa ApTypoBHa - yjneH HaumoHanbHOro o06IIecTBa SKCIIEPTOB B 00/1aCTy
MepPBUYHBIX MMMYHOAebUIIMTOB, WieH HammoHaabHOrO O0O6IIecTBa [OEeTCKMUX TeMaTOJIOTOB U
OHKOJIOTOB, WieH EBporteiickoro o6ImecTsa MMMYHOIeUIINTOB

PymsiHuieB AsnekcaHap I'puropbeBud - NOKTOP MeOUIIMHCKMX HayK, Mpodeccop, akageMuk
PAMH, npesumedt HammoHaabHOro 0O0LIeCTBA  SKCIIEPTOB B 007aCTM  IEPBUYHBIX
MMMYHOIehUINTOB, WieH HallMoHaabHOTO O6INeCcTBa JeTCKMX IeMaToJOrOB M OHKOJIOTOB, UjieH
EBporierickoro o61mecTsa reMaToyoroB.

Illep6uHa AuHa IOpbeBHa — [OKTOpP MEIMIIMHCKMUX Hayk, rpodeccop PAH, MCIIONHUTENbHBIN
nupekTop HaioHaabHOTO 061ecTBa SKCIIEPTOB B 06JAaCTY MIEPBUYHBIX UMMYHOIE(UILIUTOB, UIeH
HaumoHanbHOTro 06IecTBa IeTCKMX TeMaTooroB M OHKOJIOTOB, wieH EBporieiickoro o6iecTBa
MMMYHOIebUIIUTOB.

Koudurr wuHTepecoB: Illepomna A.FQ. oCylecTBIsSET JIEKTOPCKYIO [IeSTeTbHOCTh IIpU
nopepkKe KOMITaHUIA CSL  Behring, Kedrion, Biotest, P®dapm, sBaSIOIIMECs
MU3TOTOBUTEISIMU\IUCTPUOBIOTOPAMY  TIPENapaToB BHYTPUBEHHbIX MMMYHOITIOOYIMHOB. He
Y4acTBOBaJIa B MPUHSITUM OKOHUATEIbHON pelaKkiuy pa3aena JedyeHus.



ITpunoxxenue A2. MeTomonorusi pa3padoTKu

KIIMHNYECCKNUX PEKOMEHJalln

IleneBass ayguTOpUs JAaHHBIX KIIMHNYECKUX PEKOMEHAATIIA:

1. TemaTonoru

2. Anyieprosiioru- UMMYHOJIOTHU

3. IlepyiaTpsl

4. T'aCTpO3HTEPONOTHUS
5. THbeKIMOHUCTBI

6. TepareBTbI

Ta6auia IT1 - YpoBHM JOCTOBEPHOCTH J0Ka3aTeIbCTB

YpoBeHb
AOCTOBEPHOCTH

WcTo4yHMK AOoKa3aTenbCTB

1(1)

MpocneKkTUBHbIE PaHAOMU3UPOBAHHBIE KOHTPONMPYEMbIE UCCNEA0BaHNS

JlocTaTouyHoe KONMYECTBO WCCMEAOBaHWi C AOCTaTOYHOM MOLLHOCTbIO, C y4acTMeM 60/blIOro KoAnyecTsa
MauneHToB ¥ NoslyYeHneM 60/bLIOrO KOMMYECTBa AaHHbIX

KpynHble MeTa-aHanunsbl

Kak MMHUMMYM OZJHO XOpOLLO OpraHM30BaHHOE PaHAOMU3VMPOBAHHOE KOHTPOIMPYEMOe UCCiieAoBaHne
PenpeseHTaTVBHas BblIGOpKa NaUVMEHTOB

11 (2)

MpocneKkTUBHbIE C paHAOMU3aLMEN NN 6e3 UCCNEeA0BaHNS C OFPaHUYEHHBIM KOMIMYECTBOM AaHHbIX
HeckonbKo MccnenoBaHuit ¢ He6oMbLUMM KOIMYECTBOM MaLMeHTOB

XOpOoLUO OpraHn30BaHHOE NPOCMEKTUBHOE UCCIIEA0BAHNE KOFOPTbI

MeTa-aHanusbl OrpaHUYeHbl, HO NMPOBeAEHbl Ha XOPOLUEM YPOBHE

Pe3ynbTaTbl He MPe3eHTaTVBHbI B OTHOLLEHWW LieIeBOI Monynsuuv

XOpOLO OpraHW30BaHHbIe NCCNIEA0BAHNS «CIlyYaii-KOHTPONb>»

111 (3)

HepaHaoMU3npoBaHHble KOHTPOIMPYyEMble UCCeA0BaHNS

V]CCI‘Ie,CLOBaHVIﬂ C HeAOCTaTOYHbIM KOHTpPOJ1EM

PaH,CLOMVIBVIpOBaHHbIE KNMHUYECKne wuccnegoBaHma C Kak MUHUMYM 1 3HauuTenbHOM WMAKM Kak MUHUMYM 3
He3Ha4yuTesIbHbIMM METOA0/TIOMTMYECKUMN owmnbkamm

PeTpOCI‘IeKTI/IBHbIe wnn HaGJ'IK),ClaTe}'IbeIe nccnenoBaHusa

Cepusa KNuHUYeckmx HabnoaeHui

MpoTuBopeymBble AaHHble, He No3BossoWMe chOPMUPOBaTL OKOHYATENbHYIO PeKOMeHAaLuno

1V (4)

MHeHuve 3KCI'IepTa/,CLaHHbIe n3 oT4yeTa 3KCI'IepTHOl7I KOMUCCUU, 3SKCMEPUMEHTANbHO MNOATBEPXAEHHbIE U
TEeopeTn4yecku obocHOBaHHblE

Ta6auiia I12 - YpoBHM YOeOUTETbHOCTY PEKOMEeHA AN

YpoBeHb OonucaHue Pacwudposka

y6eantenbHocTn

A PexkomMeHaauMsa OCHOBaHa Ha BbICOKOM YpOBHe MeToa/Tepanua nepsoit NnHUKM; 6O B CoYeTaHUU
AOKasaTenbHOCTU (Kak MUHUMYM 1 yb6eauTenbHas CO CTaHAapTHOW MeToAMKOW/Tepanunei
nybnunkaums I YPOBHS AoKasaTeslbHoCTH,
nokasbiBatoLlas 3HaunTeNnbHoe NpeBOCXOACTBO
Nonb3bl HaZ, PUCKOM)

B PexkomMeHaauMsa OCHOBaHa Ha CpeAHeM YpOBHe MeTopn/Tepanus BTOpPO NUMHWUKU; NGO Mpu oTkKase,
fAokasaTeNbHOCTM  (Kak MuHuMMyM 1 yb6eautenbHas NpoTMBOMNOKasaHuu, unm HeadhheKTUBHOCTM
nybnunkaums II YPOBHS [loKa3aTenbHOCTH, CTaHAapTHOW MeToAuKu/Tepanun. PekoMmeHayeTcs
nokasbiBatoLlas 3HaunTeNnbHoe NPeBOCXOACTBO | MOHMTOPUPOBaHWE NOBOYHbLIX SABEHUI
Nonb3bl HaZ, PUCKOM)

(o} PekomeHzauma ocHoBaHa Ha craboM  ypoBHe HeT Bo3paxeHWi NpoTMB AaHHOrO MeToAa/Tepanuun
[oKasaTeNbHOCTM (HO Kak MMHUMYM 1 ybeauTtenbHas WAW  HEeT BO3paXeHWil MpOTUB  MPOAOC/KEHUS
nyénunkaums 111 YPOBHS AoKasaTenbHOCTW, | AaHHOro MetoAa/Tepanuu
nokasbiBatoLlas 3HaunTeNnbHoe NpeBoOCX0ACTBO PekomMeHA0OBaHO Mpu OTKase, MPOTWBOMOKa3aHuu,
Nonb3bl HaZ, PUCKOM) mau unn  HeadPEeKTUBHOCTU CTaHAAPTHOW MeToAWnKWU/
HeT y6eanTeNbHbIX AaHHbIX HU O MOJIb3€, HU O pUcke) Tepanuu, MpW YCIOBUU OTCYTCTBUS MOBOYHBIX

sddekToB

D OtcyTcTBre ybeamtenbHbix nybnukaumii I, II van III He pekomeHaoBaHO
YPOBHS AoKasaTeNlbHOCTH, rnokasblBatoLmnX
3HauYNTeNbHOE NPEeBOCXOACTBO MOJb3bl Haj PUCKOM,
nnbo ybeautenbHble nybnukauuu I, II nam III ypoBHS
[l0Ka3aTeNbHOCTK,  MOoKasblBallye  3HauyuTenbHoe
NpeBOCXOACTBO pUCKa Haj Nnosib3omn

IMopsoK 0OHOBIEHNS KIMHUYECKUX PeKOMEeHIaImii

MexaHU3M OOHOBJIEHMSI KIMHMYECKMX PEKOMEHIAlMii MperycMaTpuBaeT UX CUCTEMATUYECKYIO

AKTya/IM3alMI0 — HE pexXe 4yeM OAOMH pa3 B TPU rofa, a TAKXKe IIPU ITOSBJI€HVNM HOBBIX HAHHBIX C

HO3ULIMM J0Ka3aTeJIbHON MeOVIIMHBI I10 BOIIpoCaM AOMATHOCTUKM, JI€UEHNA, HpOCl)I/ITIaKTI/IKI/I n

peabmwIUTanM KOHKPETHBIX 3a00IeBaHMii, HAMMUMM OOOCHOBAHHBIX JIOIIOJHEHUIT/3aMeuaHnit K
paHee yTBepXnEeHHbIM KP, HO He yaiie 1 pasa B 6 Mmecs1eB.
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IIpunoxenue A3. CBI3aHHbIE JOKYMEHTbI



IIpunoxeHue b. AlropuTmsl BeeHUsI IalfMeHTa
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IIpunoxxenne B. UHGopmanius ajis1 alMeHTOB

X-cierneHHbIi auMdorponndepaTuBHbIii cuHapoM (XJIIT) — 3T0 KOMOGMHMPOBAHHBII TT€PBUYUHBII
umMmyHomebuut (ITN]I), XapaKTepu3yIOIIMiicss aTUIIMYHON peakiueil Ha MHGEKINI0 BUPYyCOM
onureiiHa-bapp (9BB), BCJIEICTBUE yero pa3BUBaeTCs remoaroimTos,
JIMCraMmMarao0yiMHeMueii, ayTOMMMYHHOI TIaTOJOTHENH, U , B 3aBUCUMMOCTM OT THUIIA,
3JI0KaUYeCcTBEeHHO JuMdonponudepaieii. Ha cerogHsmHuii geHb BbIAENSOT 3 Tuma XJIII ¢
myTanusimu B reHax SH2D 1A, XTAP n MAGT 1, coOTBETCTBEHHO.

BbIcokast TIpepacIooskeHHOCTb K ObB-mHbeKIMmM, mpuBoAsIias K pasBUTHI0 QyIbMUHAHTHOTO
MOHOHYKJIE03a, ITPEICTABJISIONIEr0 co00ii (pakTHUecky reModaroUTapHbIi TMMGOTUCTUOLUTO3,
¥ HapylleHue KOJIMYECTBEHHOTO COCTaBa MMMYHOINIOOYJIMHOB KpPOBM SIBJISIIOTCS  OOLIMMU
XapaKTepucTukaMu Ijs1 Bcex BumoB XJIIT. XJIIT 1 Tuma 4acTo OCJIOKHSIETCSI pasBUTUEM JUMGOM,
KaK MpaBWIO B-KIeTOUHBIX, B TO BpeMs Kak ayist XJIIT 2 Tura xapakTepHo popMMUPOBaHME KOUTA,
He TMOJJAIONIerocs JIEYEeHMI0 CTaHIAPTHBIMM METOJAaMM Tepanuy, U Hepegko Tpebyloliero
XUPYPruveckoro BMeIaTe/IbCTBa ISl pe3eKIu Heo6paTMO IMOBPEXKIEHHOTO YUaCTKa KUK,

Knuandecku cTouT oO6paTUTh BHMMAaHME Ha TMOSIBUBIIMIICS C PAaHHErO BO3PACTa JKUIKUIL CTYI,
HaJIuM4Me yBeJMYEHHBbIX JMMOOY3JIOB (TeHepaau30BaHHas AMM@aAeHONaTus Wi yBeJIUYeHNe
OMTHOJ¥i TpyMIbl JUMGOY3JIOB B CJlyyae pPa3BUTUS JUMQPOMbI), SMIU30MbI JUXOPAAKU 6e3 SIBHOTO
ouara MHGEeKIVM 1 OTBeTa Ha aHTMOaKTepuaIbHyI0 Teparmuio. [locieHee MOKeT COITPOBOKIATHCS
yBelIMUeHMeM IeueHy/cene3eHKN U SIBJISIThCSI HeloMHoii opMoit remodaronytapHoro cMHIpoMa.
Takske MM30ZbI IMXOPAIKM M\WIK cy6bebpmInTeTa C MOTaMy U [TOTepPeit MacChl Tejia MOTYT ObITh
TpM3HaKaMM 37I0KaUeCTBEHHOTO 3abosieBaHMs (Tak Has3biBaemble «B» cumnTomsl mipu aumdbome,
HarnpuMep). YBeJiMueHye neyeHy U cejie3eHKM BO3MOXKHO M Kak IpOosiBieHMe XpoHudeckoii OBB
vHbpekuyy win JuMmbombl. ITlosiBiIeHMe TSITHUCTO-TIAMYIE3HBIX BbICHITIAHUI TakKe [O/DKHO
HacTopaxusaTh B ruiaHe [JIT.

VY nanyenToB ¢ XJIIT 1 u 2 TMna MOIyT OTMeYaThCsl MSATHUCTO-IIAITy/Ie3Hble ChIIY, XapaKTepHble
ons T, Tlpy pasBuTMM LMTOIEHMM, B TOM UMC/Ie TPOMOOLMTOIIEHMM, OTMEUYaeTCs
reMopparuydeckas Cbillb.

Jleuenne nauyeHnToB ¢ XJIII mpencrasisieT co60i KOMILIEKCHBIN MOIXO0I, BKII0Uasi CBOeBpEMEHHOe
u ajekBaTHoe jedeHne aumdbom, [T, OBB-uubexkuyun, Konura. OJHAKO TaK KaK BbI3AOPOBIEHME
oT numdbombl uau ot [JI[' He rapaHTUPyeT OTCYTCTBME MOBTOPHBIX 3IM30H0B, & KOMUT Y JAHHBIX
MauyeHT OYeHb IUIOXO IMOAJAETCS MMMYHOCYIIPECCMBHONM Tepanuu, eqUHCTBEeHHbIM IIaHCOM Ha
MOJTHOE BbI3JOpOBJIeHMe B Hacrosmuii momeHT siBasiercsi TICK. TICK mpoBoautcs oOT
COBMECTMMOTO OpaTa\cecTphbl, B MX OTCYTCTBME — OT HEPOACTBEHHOTO COBMECTMMOTIO IOHOPA WJIN
ot pomuteneii. icxompl TI'CK 3aBUCST BO MHOTOM OT MMeEROIIErocs: MHGEKIMOHHOTO CTaTyca,
MOpaskeHMs] OPraHOB ¥ CUCTEM, a TaKK OT BbIxoga B pemuccuio mo IJII' u mumdome K MOMEHTY
TI'CK.

Pucky poxkmeHMs Opyrux MaabuukoB ¢ XJIIT B TO ke ceMbe COCTaBisIiOT 50%. PekoMeHI0BaHO
MpOBe[eHMe  CEeMEeNHOT0  KOHCYJAbTMPOBAaHMUSI U MPeHATaJTbHOM\IIPEVMIIIAHTAUVOHHOMN
JIMarHOCTUKMY, JIJIST UCKITIOUEHMSI POKIEHNST IPYTUX AeTell C JTaHHbIM 3a060eBaHMeM.
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