TAXKEIJIIASL KOMBMHUPOBAHHAA UMMYHHA S HEAOCTATOYHOCTD

Ho3osiornyeckas rpynna: IlepBuunbie UMMYHOIEUIUTHI

Kox no MKbB-10: D81.0- D81.9

Ho3ousioruveckue eaunnubl: Tsokenblii KOMOMHUPOBAHHBIN UMMYHOIE(DULIAT

ONPEAEJEHHUE

Tsoxenass komOuHUpoBaHHass UMMyHHas HepoctatoyHocTh (TKWH) — renernuecku
OOyCJIOBJIEHHBIII MMMYHOJE(MUIUT, XapaKTEPU3YIOLIUICS MPAKTUYECKU MOJHBIM OTCYTCTBUEM
3pensix T-mumdonmtoB npu Hamuun wik otcyrctBue B m HK mmmdonuTos, uto Bemer k
paHHUM, KpailHe TsDKEIbIM HMH(EKIUSAM BHUPYCHOH, OaKTepuanbHOW M ONIOPTYHUCTUYECKOU

IIpupoasl U, B OTCYTCTBUC MMaTOTEHETUYECKON TCpanru, CMCPTHU B MICPBLIC /IBa I'OJia ) KU3HU.

OCHOBHAS TH®OPMALIAA

O6mas yactora TKUH -1:50 000 HOBOpOX)A€HHBIX. Cpenn GOJIBHBIX MPEOOTATAI0T JIHIA

MY’KCKOT0 I0JIa.

I9THUOJIOT M U MATOTEHE3

B ocHoBe martoreHeza 3a0ofieBaHUA JIGKUT JAePUIMUT  KITIOYEBBIX  (AKTOPOB,
HeoOXonuMbIX Il co3peBaHuss T numdouutoB. B Hacrosmiee Bpems H3BECTHA
reHeruueckass mnpupoga mnpumepHo 15 dopm TKUH. Tenermueckue nedextsi,
OTBETCTBEHHBIE 3a UX pa3BUTHE, MOKa3aHbl B Tabmune 1. X-cuemeHHoe HacieloBaHHUE

orMmeydaeTcs npumMepHo B 50% ciydaeB, B OCTAJIBHBIX - AyTOCOMHO-PELIECCUBHOE.

KJACCHDPUKALIUA

Ha ocnoBanuu paznuuuii B uMmmyHosiornyeckom ¢enorurne, TKMH moxet ObITh pa3neneHa Ha 4
rpynmsl: T-B+NK+, T-B-NK+, T-B+NK- u T-B-NK-. Kpome TOro, B 3aBUCHMOCTH OT

N3MCHCHHOI'O I'CHA, BBIACIIAIOT aYTOCOMHO-peIICCCI/IBHI)II\/’I n X-CHGHJ’ICHHBII\/'I THIT HACJICTOBaHMA.



Knunnueckas kapTrHa 3a00J1€BaHUS IPAKTUYECKU HE 3aBUCUT OT T€HETUYECKOU (DOPMBI.
HckimoueHneM sBISIOTCs posiBiieHus cuaapoma OMeH, B OCHOBE KOTOPBIX HauOoJiee 4acTo

nexat mytanuu reHoB RAG1 u RAG2.

KUIMHAYECKAS KAPTUHA

g 6onpubix ¢ TKMH xapakTepHO paHHee, B MepBble HENEIN U MECALbl KU3HHU,
HayaJlo KJIMHUYECKUX MPOSBICHUI 3a0oieBaHUs B BHJE YNOPHOW AMApEH, CHUHIpPOMA
ManbadcopOumu, WHOEKIUNA KOXU M CIM3UCTHIX (B TEPBYIO OdYepeab KaHAWIO03),
MIPOTPECCUPYIONIETO TMOPAKEHUSI PECHUPATOPHOTO TpakTa. BozOymutensimu uH)EKIniA
MOTYT SIBJISATbCA OaKTepuH, BUPYChHI, TPUOBI, YCIOBHO-NATOTEHHBIE MUKPOOPTraHU3MBbI (B
nepByto ouepens Pneumocyctis carinii). LlutomeranoBupycHas UHQEKIHS MPOTEKAET B
BHJIE WHTEPCTUIMAIBHON ITHEBMOHHMM, TE€MNAaTUTA, DSHTEPOBUPYCHl M aJCHOBUPYC
BBI3bIBAIOT MEHMHTro3HIEepannThl. OueHb YacTh BCTpEYaeTCs KaHAMI03 CIU3UCTHIX U
Koxku. HecMoTps Ha TO, 4TO KaHAUIO03 HE SBISIETCS PEAKOCTBIO Y 3J0POBBIX JETEU
NEepBBIX MecsleB Ku3HU, y 6onbHbIX ¢ TKMH oH uMeer ynopHsbld, peneauBUpyOMUn
xapaktep. B cinywae Bakumnauuu pebenka BIDK B poamome mnm moszxe, XapakTepHO
pa3BUTHE PETUOHAPHOW W/UIW W TEeHepaln3oBaHHOU M.bovis wHexuuu, KoTOpas
MPOSIBJIETCS. B BUJE YIUIOTHEHHS W Ka3€03HOTO NOPAKEHHS B MECTE HHBEKLNH,
YBEJIMYEHUS PErHOHApHBIX JUMQOY3IOB, CHEHU(PUUYEUKOrO MOPAKEHUS KOXKU B BHJE
AJIEMEHTOB ChIMH UK cTpodyIiyca U JIp.

Ha ¢one Tsoxensix nHpekuili Habmo1aeTcs OTCTaBaHUuE B PU3NYECKOM U MOTOPHOM
pazButun. Crenyer NOMHUTH, uTo naxe npu Hamnuun TKUH y mnanenunesB He cpasy
Pa3BUBAIOTCS BCE BBILIENIEPEUNCICHHBIE CUMIITOMEBI, U B T€YEHUE 2-3 MECSLEB OHU MOTYT
pacTu U pa3BUBATBhCS MOYTH HOPMAaJbHO, 0cOOeHHO, ecnu BakiuHanus BLJK ne Obuia
caenaHa. TpaHCIUIalleHTapHas Iepenaya MaTepUHCKUX JTUMQOIIMTOB MOKET BBI3BATh
CUMIITOMBI PEAKIMU «TPAaHCIUIAHTAT MPOTUB Xo3simHa» (PTIIX), Ha3zbiBaemoii B 3TOM
ciyuyae matepuHcko-peransHoit PTIIX. OHa nposBisieTcss B OCHOBHOM B BHUJE KOXKHOM
APUTEMATO3HOM WIIN MAIyJIE3HOW CHIMK U\WJIM MOPAXKEHUS TICUECHHU.

Jis  HekoTopeix reHetnueckux ¢opm TKHH xapaktepHa pomojHuTEeNIbHas

CHUMIITOMATHKa.



[Ipu TKHWH, comnpoBoxxgaromuxcsi HapylUIeHHEM IypUHOBOrO oOMeHa (AepuuuT
aneHosuHae3amMuHaszel — AJIA u nypunHykieosdunadocopunazel — I[MH®D)  moryr
BO3HUKAaTh CKEJIETHbIE HApYIICHUS: paclIUpeHue KOHLIOB pebep, TazoBas aucruiasus. Y
OOJBHBIX TAaK)Ke OIUCAaHbl CJEAYIOLIME HEBPOJIOIMUECKHE W3MEHEHHUS: HUCTarM,
CEHCOpHAas TIyXO0Ta, CHIACTUUYECKUE HAPYIICHUS, HapylIEeHHE ICUXOMOTOPHOTO Pa3BUTHUS
(ne3aBucuMo ot uH(pekuuit). ConmyTcTByOIUMU cUHApoMaMmu mnpu Aedunure [THD
ABJIAIOTCS YPUKEMUS U ypUKypusa. B HEKOTOpbIX ciiydasx y OOJIbHBIX C ACPUIUTOM
[TH® ormeyaroTcs TAKKUE HEBPOJIOTMUECKHUE MPOSIBIICHUS, KaK IIETUH, [TAPE3bl, ATAKCUS,
TpEMOp, 3aJep>KKa YMCTBEHHOTO Pa3BUTHSL.

Cuaapom OMeH

Oco6nsikom B rpymne TKUH croutr cunapom Omen (Omenn). Kak Obuto ckazaHo
BbIllIe, HanboJiee yacto oH BcTpewaeTcs npu aedekryx reHoB RAGI m RAG2, xors
OMHCaHBI CIyYau U ApYrux reHetudeckux aHomanuii. [lomnsiii negunut RAG1/RAG2
NIPUBOANT K PasBUTHIO TUMHYHOH KiuHUKH Ha (one TB'NK™ TKUH. Ilpu muccenc
myTanusax reHoB RAGI u RAG2 pyukuus Oenka yacTUYHO cOXpaHeHa. B pesynbrare
MMEET MECTO BO3HMKHOBEHHE OJHMIOKJIOHANBHBIX T  JIUMQOUUTOB, KOTOpHIE
nporudepupyoT B nepudepudeckux JUMEPOUIHBIX OpPTrHAHAX U HEPEAKO HMEIOT
ayTOJIOTUYHYIO  HAIpPaBICHHOCTD. [TposiBnenueM  3a0oyieBaHUs  SIBISIFOTCS
MIPOTPECCUPYIONIME TPAKTUYECKH C POXKICHHS CHUMITOMBI 3KCCYNAaTHBHOM CBIIH,
aJylonenuy, renaToCIJICHOMEralny, TeHepaIn30BaHHOW nuMdaZeHonaTuu, IuapeH, a

TKK€ MOBBIILIEHHON CKIOHHOCTH K MHpEKIUsIM, xapakTepHbiM ais Becex TKHH.

JIMATHOCTHKA

AHaMHe3
[Ipu cbope cemeliHOro aHamMHe3a HaJ0 oOpaliaTh BHUMaHHE HA CIydyad MOBTOPHBIX TSKENbIX

uHpeKUMi 1 cMepTel JeTeil B paHHEM BO3pacTe ¢ KIMHUKON MHPEKIMOHHBIX 3a00JI€BaHUM.
CMepTH MallbYMKOB B HECKOJIBKOMX IIOKOJIEHHSIX B CEMbE I03BOJISIET Npeanojaratb X-
CIEIUICHHBIM XapakTep 3a0osieBaHus. bBIW3KOPOJACTBEHHBIH Opak y poauTeeH yBETWYMBACT
BEPOSTHOCTh AyTOCOMHO-PELIMCCUBHOMN MaTOJIOTHH.

[Ipu ompoce poauteneil cienyer YTOUHUTh OCOOEHHOCTH (PHU3MYECKOro pa3BUTHS peOeHKa,

npu0OaBKy B BecE, CPOKM BO3HMKHOBEHMS, YAaCTOTy U TSKECTb MPOSIBICHUS HH(EKIIMOHHBIX



3a0oneBanuil  (guappes, TpUOKOBBIC TTOPAKEHUS KOXKHU M CIWU3UCTHIX, THEBMOHUU M UH(EKIIUN
Ipyrux JoKanmu3anuii). Takke HeoOXOAMMO Y3HasTh, MpOBOAWIACH Ju BakiuHauus BIDK B
poazomMe, OTMEYaIHCh T u3MeHeHus B Mecte BakuuHauu BLDK u pernonapasix numdoysnax

yepes 2-3 mecslla nocjie BaKI[MHALNH.

du3ukanbHoe obcriedosaHue

OreHka GU3NMYECKOr0 PA3BUTHA.

[Tammentsl ¢ TKUH 006p19HO OTCTAIOT B Macce C MEPBBIX MECSIIEB KU3HU.

Tepmomerpus.

VY 6onbubix ¢ TKUH Hepenko otMeuaeTcst «kHeMOTHBUPOBaHHbIEY CyO()EeOPHILITUTETHI U
JIuXopajika — 0e3 SBHOI0 Ha MOMEHT oOpateHust oyara nHdexkuuu. OgHaKo HepenKo ObIBaeT U
oOpaTHas CUTyalus — OTCYTCTBUE TEMIIEPATYPHOI peaklnu Ha TSKEIyl0, TeHEpaIU30BaHHYIO
MH(EKLHIO.

OCMOTD KOJXHBIX ITIOKPOBOB M CJIIM3HUCTHIX.

Baxuo O6paTI/ITI> BHUMAHHEC HAa HAJIMYNUEC KAaHIHUJO3HOT'O IMOPAKCHUA KOXKU U CIIM3UCTHI, HAJTUIHA
Mallepaluy nepuaHaabHOM 00acTu (BCIEACTBUE XpOHUYECKOU auappen). s cunapoma Omen
XapakTepHa reHepaIn30BaHHAs JPUTPOJEPMHUS, BEIPAXKEHHOE IIETYyIIIEHUE KOKHU, BTOPUYHOE

I/IH(l)I/IIII/IpOBaHI/Ie C oyaraMuv MOKHYTHA.

INanpnarmus rpynmn nepudepuuecKux JuMQoy3ioB

Onenuts pazMepsl nepudepudeckux aumdpoysnos. s 6onpubix THIHUHEIM TKH xapakTepHa
runoriasus JuMQGOUIHON TKaHH, B EPBYIO ouepenb auMdoysnos. [Ipu cunapome Omen,

HAIpOTUB, KakK IPAaBUJIO MPUCYTCTBYET reHepaaIn30BaHHas JuMpoaaeHonaTHs..

OHGHKa HBIX&T@J'IBHOI\/'I CHUCTEMBI

[TaeBmonnu npu TKMH wepenko umerot atronoruto P.carinii. Kak u3BectHo, Takue MHEBMOHUH
COIIPOBOXAAIOTCS IPOTPECCUPYIOIIEH AbIXaTEIbHOM HEJJOCTATOYHOCTHIO C TAXUITHO),

CHHKEHUEM CaTypallMy KUCJIOPO1a, OOMINEM KPETTUTUTPYIOUTUX XPHUIIOB.

ITanmpnanmust TIEYeHH, CENS3CHKH

VYBenuueHue neueHrn 0TMEYaeTCsl HEPeIKOo — KaK IPOsBJICHUE TOKCUYECKOr0 renaTuTa mpu
nedexrax MmypuHOBOro 0OMeHa, KaK MpOosiBJICHHUE IeYeHOYHON (OpMbI MaTepHO-(heTanbHON

PTIIX, xak mposiBieHHE UMMYHHOTO renaTuTa rnpu cuajapome OmeH.



JlabopamopHasi uazHOCmMuKa

Knunnueckuil anaans KpoOBHU

[Ipu naGopaTtopHoM 0OcCi€I0BaHUU BO MHOTUX Ciydyasx BeisBisgerca aumdonenus (1000
MKJIETOK B MKJI U MeHee). OJJHaKO HOPMaJbHOE YMUCIO JIMUM(OLUUTOB HE HCKIIOYAET JUTHO3
TKHUH, u  Moxer sBIATHCA PE3yJbTAaTOM TpaHCILIALEHTApHOM Mepeaayu JUMQOLUTOB OT
matepu, odkcrnaHcun HK u  B-numdouwnrtoB, a Takke NpOBIEHHE OIUTOKIOHATBHON
npoaudepaunn T-mumdonutoB npu cunapome OMeH.

Ha ¢one octporo u XpoHHYECKOTO HWH(MEKIHMOHHOIO Ipolecca OTMEYaTcsl JIEHKOIUTO3,
HeUTpodumie3 co caABUroM (GopMysasl BieBo. OIHAKO B HEKOTOPHIX CIydasX OCTPHIX WH(EKIIUA
KPOBb MOXET ObITh apeakTUBHA, YTO 3aTPYAHSIET JAMArHOCTUKY HH(EKIUOHHOIO 3mnu3ona. B
aHaIM3ax KpPOBU HEPEIKO BBIABIETCS AaHEMMs, T'€HE3 KOTOpPOM  CBSI3aH C XPOHMYECKUM

BOCIIAJICHUCM.

broxumuueckuil aHam3 KpPOBH C 003aTeNIbHBIM HUCCICAOBAHUEM MOUYCBUHLBI, KPpCATHHHHA,

owmpyouna, AnT, AcT, JIAT, LD, riroko3sl HEOOXOANM IJIsl OTICHKU MOPAKEHHSI BHYTPEHHHUX

OpraHoB.

NMMYHOIIIOOYINHEI CEIBOPOTKH KPOBH

B GonpmmacTBe cnydaeB y OonpHbIX ¢ TKUH BbIsSBIETCS € MEPBBIX MECAILECB KU3HU
BBISIBJIETCS TUIIOraMMaryiooyianHemusi. OIHaKO y4MThIBasi HU3KUE BO3PACTHBIE HOPMBI y JeTel
IIEPBOTO TOJa JKU3HH, OLICHKa YPOBHS HMMYHOIJIOOYJIMHOB HEPENKO SIBISETCS
ManouHpopmatuBHOl B noctaHoBke nuarHoza TKMH. He crout 3a0bIBaTh Takke, YTO BBICOKHE
ypoBuu  IgG B mepBble Mecslbl JKU3HU OOYCIOBJIEHBl NEPCUCTEHIMH MAaTEPUHCKOIO
MMMYHOIJIOOYJIMHA, TOJYYEHHOTO TPAaHCIUIALIEHTapHO, U MOTYT HMETh MECTO Yy MIJIQJHIIEB C
TKHWH. Ilpu cunapome OMeH MOTYT OTMeYaTbCsl KaKk HU3KHE, TAK U HOpMajJbHE YpPOBHH BCEX
KJIACCOB MIMMYHOTJI00YJIMHOB, JUISl 3TOT0 CUHJIPOMa B IEPBYIO OUYEpEAbXapaKTEPHO IOBBIIIEHNE
IgE. Jlaxxe mnpu HOpMalbHOM KOHUIEHTpanmuu uMMyHoriaoOymuHoB npu TKUH wux
CHEIU(PUYHOCTh 3HAUYUTEIBHO CTPAJaeT, YTO MOXKHO ONpPEIEIUTh [0 HHU3KOMY THUTPY

MOCTBAKIWHAJIBHBIX aHTUTCII B CJIy4a€ BaKIIMHAIIUU peGeHKa.



KomnnyectBo u dpyuakuus T-muMboLuTOB

Kak 0bU10 0TMEuU€eHO BBbILLIE, IPU MPOBEACHUN (DEHOTUIHPOBAHUS 3HAUYUTEIIBHOE CHIKEHUE
T numdonutoB Berpeuaercs npu Beex popmax TKUH, ognako uucno B numdonuros u HK
KJIIETOK 3aBUCHT OT TeHeTHdeckoro nedexra, yexamero B ocHoBe TKUH. Hckmouenuem
aBigercs cUHApoM OMeH, KOTOpBIM COMPOBOXKIAETCSI OJIMTOKJIOHAJIbHOM mnponudepauuein T-
JTUM(OLMTOB, UX YUCIIO MOXKET ObITh HOPMAJIbHBIM U JIaXK€e IMOBBIILICHHBIM.
Jus Bcex BapuantoB TKWH, Brimtouas cunapom OMeH, XapaKTepHO CHUKEHHE
poJau¢epaTuBHON aKTUBHOCTU JTUMQOLIUTOB.
[Ipn nuarnoctuuecku cnoxubix ciaydasx TKHWH pexomenmoBano wuccienoBanue TREC,
SABJIAIOIIUXCS KpUTepueM 3QpeKTuBHOCTH npoayKuuu T-nmumdonutoB B Tumyce. KoHueHnTpauus
TREC 3HaunTensHo cHkeHa mpu Bcex Buaax TKMH, He3aBucuMo oT reHeTH4YecKoro aedexra

1 KIIMHUYECKHUX HpOSIBJ'IHHfI.

MukpoOHOJIOrNYECKUE UCCIEIOBAHMS

Ceponoruueckue uccienopanus y 0onbHbix ¢ TKMH He mHbopMaTUBHBI U MPUMEHTHCS HE
JOJIKHBI.

[loceBbl  (Ha ¢uopy u TpubObI) C ONpelesieHHeM aHTHOMOTHKOYYBCTBUTEIBHOCTH CO
CIIM3UCTBIX, M3 04aroB MH(EKIUH (BKJIOYas MOCEB KPOBHM M MOYU IPU COOTBETCTBYIOILEH
CUMITOMAaTUKE), a TakXKe TIOCeBbl Kajla, OpOHXOAIbBEOJSIPHOTO JlaBa)ka, JMKBOpa U
OuonCUtHOro MaTepuana HeoOX0AUMO IPOBOAUTD BCET/AA MPU HATMYMU UH(EKIIMOHHBIX 0YaroB.
Heo0Oxonumo nomuuts, uto npu TKHWH undexum Hepenko BbI3bIBAIOTCS YCIOBHO-NATOMEHHON
dbnopoit. [1pu nanmunu BakiuHanuu BIDK B anamMHe3e HeoOXOAMMO TPOBOIUTH MHUKPOCKOIHIO

MaTepuasa ¢ OKpacKoi Ha KUCIOTOYCTOMMBBIE OaKTepuH, a Takke BbisiBIeHHe M.bovis meTogom

TILIP.

HLA-TunmpoBaHue

Tak kKak TpaHCHAJIHTAIIME TEMATOMOATUYECKUX CTBOJIOBBIX KieTok npu TKUH sBngercs
€IMHCTBEHHBIM yCIOBUEM BBDKHBAHMS 3TUX OOJBHBIX, U JOJIKHO OCYIIECTBISITHCS B
KpaTyaiiime CpoKH I10CJe NOCTaHOBKYU auarno3a, HLA-tunnpoBanue 10IKHO IPOBOAUTHCS

cpa3zy nociue nocranoBku nquarnosza TKH.

HDOBCI[GHI/IG MOJICKYJIIPHO-TCHCTHYCCKOT'O aHaJInu3a

AHann3 Ha BBIIBIICHHUE MyTalluid NPUYUHHBIX T'€HOB IIPOBOAUTCA C IMOMOIIBIO HOJ'II/IMGP&?)HOIZ

LEMHOM peaknu ¢ TOCIEAYIONIEr0 CHUKBEHPOBAaHUA MPOAYKTOB. OOBIYHO HAYMHAIOT C



uccnenoanust rera IL2RG y nun My»kckoro nosia, npyu HOpMajabHOU €ro Mocie10BaTeIbHOCTH,
U €CIIM INAlMEHT JKEHCKOTO I0JIa — BCEX OCTAJbHBIX I'€HOB. BBISBICHHE T€HETUYECKUX NPUYHH
3aboneBanus y 601bHbIX ¢ TKHH BaxHO /Ui ceMEHHOT0 KOHCYJIbTUPOBAHUS U IPEHaTaIbHON

JTUArHOCTUKH, HO HE SIBJIIETCS a0COMIOTH HEOOXO0AMMBIM 7151 ToAroToBKU U nipoBaenust TT'CK.

UucmpymeHmanbHas duaecHocmuka

VI1bTpa3ByKOBOE UCCIIE0BAaHIE OPIOLIHOM ITOJIOCTH U 3a0PIOIIMHHOIO IIPOCTPAHCTBA JUIs

OLICHKH BOBJICYCHHOCTH BHYTPCHHUX OPraHOB.

KomnerorepHast Tomorpadusi rpyJHON KJIETKH C KOHTPACTOM — JIaXKe MPU OTCYTCTBUU yKa3aHUMN
Ha [TOATBEPKICHHbIE THEBMOHUY B aHAMHE3€, a TAKXKE HE3aBUCUMO OT HAJIMYHS WM OTCYTCTBHS
M3MEHEHUH pu peHTreHorpaduu rpyaHoi kiuetku. KomnbrotepHas ToMmorpadus Apyrux

JIOKQJIN3aUH — [0 TTIOKA3aHUSIM.

[Ipu Hanmuuuu ocTpoil NH(MEKIMOHHON CUMIITOMATUKH — PEHTTeHOTrpadus TPy IHOM KIIETKH,

MPpUAATOYHBIX ITa3yX HOCA B JUHAMUKCE.

prrl/le HHCTPYMCHTAJIBHBIC UCCIICAOBAHUSA — ITPU HAJIMYHUU COOTBETCTBYIOIINX KIIMHUYCCKUX

HOKa3aHUuM.

Hpoqaﬂ JAHATHOCTHUKA

[Ipu noazpenuu Ha cuHapoM OMeEH, XapaKTEpPHOTO OPaXKEHUS KOXKH BO3MOYKHO ITPOBE/ICHUE

OHOIICHHU KOXKH JJIA IIOATBEPKACHUA IUarHo3a.

KPUTEPUU JUATHO3A

.HI/IHa MY>KCKOI'O0 HJIM KCHCKOI'0 Iiojia € I/IH(beKHI/IOHHBIMI/I IMMPOSABJICHUAMU C IICPBBIX MCCALICB
JKHN3HU, U BBIBJICHUEC 3HAYNUTCIIBHOT'O CHUXKCHU A T J'II/IC(bOHI/ITOB B IBYX UCCJICOOBAHHUAX.
BrisBiaenne MyTallui COOTBCTCTBYIOIIHNX T'CHOB MOATBCPKIAAIOT ANATrHO3 U HCO6XO}II/IMI)I JUIA

CEMENHOT0 KOHCYJIbTUPOBAHMUSL.

JIN®OOEPEHIIMAJIBHBIN TMATHO3

JubdepeHnnanbHpIii AMATHO3 CIEAYET B MEPBYIO OYEPEIb MPOBOINTH:

* C npossienusimu BUY-undexnun



* C ppyrumu (CHUHIpPOMalbHBIMH) KOMOWHUPOBAHHBIM HMMYHOJE(ULUTAMU, B IEPBYIO
ouepenb cunapoMoM JuJxopaxu

* (C cenTUYECKUM COCTOSTHUEM, IIPU KOTOPOM HEPENKO OTMEUETCS TPAaH3UTOpHAs IIyOoKas
nuMdonieHus

* C pedexkramu JHMM(DATHYECKUX COCYAOB, B IMEPBYIO oOuepenb JUM(DAHTHOIKTIUU
KMILIEYHHKA, IIPU KOTOPHIX HEPEAKO OTMEAETCs TUMQOIEHNUs, TUIoraMmMario0yinHeMus,

n FI/IHOEU'II)6YMI/IH3MI/I$I

TepaneBTnueckasi crpaTupukanus

TKMUH saBnserca HEOTIOXKHBIM cocTosstHueM B nenuarpun. Ecmm  TKHUH
JUAarHOCTUPOBaHA B TEUYEHHWE IEPBOr0 MecsAlla >KU3HM, aJCKBaTHAas Tepanus u
npoBeneHue ammoreHHod HLA WIeHTUYHON WM TamiOWJIEHTUYHOM TpaHCIUIaHTAlUU
koctHoro Mo3ra (TKM) wmm remnonostuyeckux cTBosIoBbIX KkieTok (TI'CK)
oOecrieunBaeT BbDKHMBaHME Oonee 90% maunuMeHTOB HE3aBUCUMO OT  (HOpMBI
uMMyHonepunuta. B ciayuyae Oosiee mo3nHENW NMAarHOCTUKM Pa3BUBAIOTCS TSKEJIbIE

I/IH(l)eKIII/II/I, IJI0XO Mmoadaromuecsda TCparnn, 1 BBDKUBACMOCTD IMTAIIUCHTOB PC3KO MaaacT.

Tepanus

Cpa3y mnocne mnocraHoBku jguarHoza TKHWH npetw  1nomKHBI HaxoAUThCS B
THOTOOMOJOTMYECKUX  YCIOBHSIX (CTEpWJIbHBIM OOKC), HeoOXoAuMa TOCTOSHHAs
npodunakTuyeckast IpPOTUBOMUKPOOHAs Tepanusi: MPOTUBOTPUOKOBas — (PIIFOKOHA30JI0M,
npoduiakTUKa MHEBMOLUMCTHOM MH(EKUUU KO-TpUMOKca3osoM, npodunakruka [[MB-
MH(QEKIUN TaHIUKIOBUPOM, OETYJIIpHAas 3aMeCTUTEeNbHas Tepanusi BHYTPUBEHHBIM
nuMMmyHortoOynnHoM. Tak kak B Poccum Bakmunanus BLDK mpoBonutcst B mepBbie THU
#u3HU, TO netu ¢ TKMH B GonblIMHCTBE Clly4aeB OKa3bIBAIOTCS MHPHUIIMPOBAHHBIMU, U
y Hux pa3BuBaoTcs  BIDK-utel  pasnuunoil  TskectH  (OT  JIOKAJIBHOM [0
reHepann3zoBanHoil uHpekuu). BIIK unbexkuus TpeOyeT Ha3HAueHUs AJTUTENbHON

MHTEHCUBHON NPOTUBOTYOEpKyJie3HOW Tepanuu. B cimydae mpucoenvHeHus MHQEKUUN



MPOBOJIUTCSI HHTEHCUBHAS MIPOTUBOMUKPOOHAsI, TPOTUBOBUPYCHAS U TIPOTUBOTPUOKOBAS
tepanus. CrnexyeT 0co00 OTMETUTH, UTO TIPHU HEOOXOAMMOCTH TPOBEICHUS MTEPETUBAHMIMA
KOMIIOHEHTOB ~ KpPOBH  (PpUTpOLMTapHass Macca, TPOMOOKOHIIEHTpAT), CleAyeT
WCTIONB30BaTh TOJBKO OOJNy4YeHHBIE ¥ OT(WIBTPOBAHHBIE Tpemaparhl. B ciydae
NepeBaHusl ~ HEOONYYCHHBIX  SPUTPOLUTOB W TPOMOOILMTOB  Pa3BUBACTCS

noctrpancdysnonnas PTIIX.

TI'CK
[IpoBoaHTCS OT POJACTBEHHOIO COBMECTUMOMIO, HEPOACTBEHHOTO COBMECTUMOI'O MJIU TaILIO-

MJEHTUYHOTO JIOHOPA 10 CTaHAAPTHOM METOJIMKE, C UCIIOIb30BAHUE IIPOTOKOJIOB
KOHAUIMOHUpPOBaHus, pa3padorannsix A TKUH. Ilpu orcyTcTBHE coBMecTUMOro
POJCTBEHHOIO TOHpa pe3yJIbTaThl raro0TpaHCIIaHTaluy CPABHUMBI C pe3yJIbTaTaMu
HEPOJCTBCHHON TPAHCIUIAHTALUU OT IOJHOCTBIO COBMECTUMOIO IOHOPA, OJHAKO IIPOBEICHHE
rario-TpaHCIUIaHTAIlMM BO3MOXHO B KpaT4alllIue CPOKH, IOATOMY IPU HECTAOUIBHOM

COCTOSIHUH OOJIBHOTO rario-TpaHCIUIaHTaAIUsA SABJISACTCSA HCpZ[HOqTHTCJIBHOfI.

I'ennas Tepanus

B Hacrosmee BpeMss HUAYT AaKTUBHBIE KIMHUYECKHE MWCCIEIOBAaHUsA, KOTOPBIE JaxyT
BO3MOJKHOCTb ~ PYTHMHHOI'O IPHMEHEHMS TE€HHOW Tepanuu B IEpBYIO ouepenab npu X-

CLICTVIEHHOM, a TaKXe Mpu ayTocoMHo-perieccuBHbIX Gpopmax TKUH.

TpeﬁoBaHI/m K CO0JII0I€HUI0 MAallHEeHTaAMHU nmpaBuJi JMYHOH TUTrMeHbI

* Kak Obuto ck3ano Bbie, netd ¢ TKUH nomxHbl HaXOAUTHCA B YCIOBHUAX MAaKCUMAaJIbHOM
M30JISIIUU (B CTEPUIIBHBIX OOKCaX)

* Ilutanme: BO3MOXKHO TIpyaHOE BCKapmiMBaHue. [Ipy MCKyCCTBEHHOM BCKapMIIMBaHUU
PPEKOMEHJIOBAaHO NPUMEHEHHE OE3JIaKTO3HBIX HW\WIM TUAPOJIM3AaTHBIX cMeced. [l
MPUKOPMa MCIOJIB30BaTh IMUILY, MPOLIEAIIYI0 IPOBEPEHHYIO TEPMHUYECKYIO 00paboTKy.
JUis nuThs MCHOJIb30BaTh TOJBKO OYTHUIMPOBAHHYIO WM KHUIsYeHYl0 Boay. Hemnbss

yIOTpeOIsATh B THUILY MPOIYKTHI, COJCP)KAIIWE KUBbIE OaKTEepHATbHBIE W TPUOKOBBIC



KyJIbTypbl (Onokedupsl, OHONHOTYpPTBHI, CBHIPbl C IIECEHBIO), MPOIYKThl OpOXKEHHS H

CKBaIIMBaHUs (KBAIICHHAS KaITyCcTa, KBac U Jp)

TpeGoBanuss K HAJIMYUIO CHEUHMAJMCTOB U Jie4eOHO-IMATHOCTHYECKHX ILIOUIAJ0K
CMEKHBIX CIelMAJIbHOCTE.

C momenTta moctaHoBKH guarHo3a no mpoaeHus TI'CK pekoMeHIIOBaHO HaxOXXICHHE B
CTaIMOHApe B YCIOBHSAX cTepuibHOro 6okca.  JIIIY nomkHO MMETh B CTPYKType OTHETICHUE
(manmaTy) aHeCTe3UOJIOTUH-PEaHHMAllud, OTJEJICHUE XUPYPruu, CHOCOOHOE BBINOJHATH
TOpakajlbHble M a0JOMHUHalbHBIE oOlepanuu Jio00il creneHu cioxHoctu. Kpome Toro,
HEOOXOAMMO WMETh B INTaT€  TacTPOIHTEpOJOra, HeBpomarosiora, okymucra, JIOP-Bpaua.
OO0s13aTesIbHO ~ HaJdM4YWe  [MTOJIOTMYECKOH, HMMYHOJOTMYECKOH,  OaKTepHOJIOrMYeCcKOH,
onoxumuueckoi u skcnpecc-nadoparopuid. s nposaenuss TI'CK GonpHoil mepeBonuTcss B
KIMHUKY, uMemlyto B cBoeM coctaBe oraeneHue TI'CK u obnamaromee ombitom TI'CK

HE3JIOKaUeCTBCHHBIX 3a00JIEBaHUI.

ITPOrHo3

[Ipu pannem nposaenun TI'CK BbpkuBaemocTh coctaBisier 90%, HpoOrHo3 B 1LIEJIOM
OnmaronpusTHbii. B cimydasx HenpwkuBieHus B-mumgouutoB GonbHOM  HyXKOaeTs B
ITO>KM3HEHHOH 3aMeCTUTENIbHON TTepanuu BBUI'.

bes nposenenus TI'CK nranpHOCTD B nepBbIe 2 T )KU3HU cocTaBiisieT 98%.

JAUCIIAHCEPHOE HABJIOJAEHME (1iocie npoBeaeHust TT'CK)

o nposaenue TI'CK GonbHO HabmoAaeTcs B CTAIIMOHAPHBIX YCIOBHUSX.

[Tocne npoBaenust TI'CK OosnbHOM HaOMI0AETCA TPAHCIUIAHTOJIOIAMHU M\WJIM UMMYHOJIOTaMH B
nepBbie 6 Mec nocie TI'CK — exxemecsiuHo, daiie — 1mo mokasaHusiM, gaiee 1 pa3 B 3 mec.
3amecturenbHas Tepanuss BBUIT nmpoBomutcs exemecsuyHo B TeueHue | ropaa, naiee — 1o
MTOKA3aHUSM.

[Ipn HEOOXOAMMOCTH COMYTCTBYLIAasl Tepanus MPOBOAUTCS CTALlMOHAPHO WM aMOYJaTOpHO, B
3aBucuUMOcCTH OT ocnoxxkHeHuit TT'CK.

BoipHBIE B YIeHBI UX ceMer JOJIDKHBI OBITH 06yquH I[mpaBujiaM I/IHJII/IBI/II[yaJIBHOfI TUT'CHBI.

JlaGopaTopHble HccaeT0BaAHUS
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*  OOmwmil KIMHUYECKUN aHaIu3 KpOBU (00s3aTeNIeH MOJACYET JeHKOUUTApHONH (POpMyJIbl)
nmpoBoauTCsS 1 pa3 B HEAENIO TIEpBbie 3 Mec, 1 pa3 B MecsIl B JalibHEWIIEM B TeueHue |
rojia, yaiie — 1o fnoka3aHusM.

*  buoxumMuyeckuil aHajlu3 KPOBU C ONpPENIEICHUEM AKTUBHOCTU MEYEHOUYHBIX (PEPMEHTOB,
CPb — 1 pa3 B 1 mecB niepBrie 6 Mec, ganee 1 pa3 B 3 Mec, yalie- Mo MoKa3aHUsIM

*  OOumii ananu3 Mmouu - 1 pa3 B 3 Mec U IpU UHTEPKYPPEHTHBIX 3a00I€BaHUIX

*  Omnpenenenue xuMepusma — 1 pa3 B mecsil B iepBeie 3 Mec, 1 pa3 B 2 Mec-B TEEHHUE TO/1a,

JajIc€ — 110 Imoa3aHusIM

I/IHCprMeHTaﬂbHLIe HCCJIeJ0BaHUudA.

e OKI'-1pa3Broa
*  V3U OprouHoii nosoctu — 1 pa3 B 6 mec

* Penrrenorpadus rpyJHoi KjieTku — 1 pa3 B rox

IlepuoaM4HOCTH KOHTPOJIBbHBIX 0CMOTPOB CHENHAJIMCTAMH CMEKHBIX CIIeHAJIBHOCTEI.
Ocmotp xupypra — 1 pa3 B rox
Ocmotp cTomaronora — 1 pa3 B rox

Ocmotp JIOP Bpaua — 1 pa3 B ron

Baknunanus

Jo mposnenus TI'CK BakuumHamus KUBBIMM KaKIHAMU KAaTErOPUYECKH MPOTHBOIIOKA3aHA,
BAKIMHALM WHAKTUBHPOBAHHBIMH BaKIIMHAMU HE MIOKA3aHA.

[Tocne mposnenuss TI'CK BakuusHanmu MPOBIUTCS IO PACHIMPEHHOM cXxeme, IMociie

BOCCTAHOBJICHHS T'€MOI1033a, HO HE paHee, UM uepes6 mec npocie nposaenus TI'CK.

Bo3Mo:kHOCTDH XHPYPIrHYIECKOro BMeIaTe/JibCTrBa

He orpanuuensl.

Bo3Mo:kHOCTDH OPTOAOHTHYECCKOI'O JICICHUS.

He orpanuuensl.
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PEKOMEHJAIIMY IO O®OPMJIEHHIO HHBAJIMJTHOCTH

PexomennoBano odopmiieHHE HHBAIHIHOCTH

COLMAJIBHAA U IICUXOJIOI'HNYECKAS PEABUJINTALUA

Bo3mo:xxHOCTH Npe0bIBAHMS B OPraHU30BAHHOM KOJIJIEKTHBE.
Jo TI'CK - nporuBomokaszana, mnocie TI'CK Bo3MOXHa 1pu  BOCCTAaHOBJIEHUU

MMMYHOJIOTHYECKOHN (hyHKIIUH.

Bo3moxkHOCTH myTeliecTBHi, TO0€310K 3a TIpPaHULy, MNpeObIBAHUS B I€TCKOM
0310POBUTEJILHOM JIarepe
Jo TI'CK - nporuBomokaszana, mnocie TI'CK Bo3MOXHa 1pu  BOCCTAaHOBJIEHUU

MMMYHOJIOTHYECKON ()yHKIIUH.

Bo03M0:XHOCTH HATPY30K M 3aHATHI CIIOPTOM.
Jo TI'CK - nporuBomokaszana, mnocie TI'CK Bo3MOXHa 1pu  BOCCTAaHOBJIEHUU

MMMYHOJIOTHYECKON (hyHKIIUH.

Br100op npodeccun.

[Tpu ycnemnoit TI'CK orpannuenuii Her.

OTHolIeHHE K POKACHHUIO 1eTeH.

[Tocne mpoenennoit TT'CK Bo3mMokHO Oecmuioaue.

IIpenaTanbHasi IMarHOCTHKA U reHeTHYECKOe KOHCYJIbTHPOBAHMeE.

Cembs 6oabHoro TKUH

HeoOxonuma npeHaTanpHas IMAarHOCTUKA MPU BCEX MOCIEAYIOLUIUMX OEPEMEHHOCTSAX B JaHHOM
opake npu AP dopme, npu X-cuenneHHol popme y JaHHON KEHIIUHBI B Jr000M Opake. [pu X-
CleIUIeHHON (opMe HEoOXOJUMO TECTHPOBAaHME Ha HOCUTENBCTBO MYTAllUUM BCEX CECTEp
MaTepH, IO MOKA3aHUAX — APYTUX POJACTBEHHUKOB XKEHCKOTO I0Ja.

I[Ipu AP ¢opme B apyrux OJIMKOpPOACTBEHHBIX Opakax MeXay 4JIeHaMH TeX K€ ceMei

HE00X0IUMO TECTUPOBAHUE CYIIPYTOB Ha HOCUTEILCTBO MOPAKEHHOTO I'eHAa.

bonpuoit TKMH nociae TT'CK
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[Tpu X-cuemnennoit gpopme TKMH mnpenaranpHas JuarHocTHKa HE IMOKa3aHa, TaK KaK PUCK
3a00JieBaHUsl Yy MAaJIbUYUKOB OTCYTCTBYET, y JeBodek cocrtapiuser  MmeHee 0.1%. Puck
HOCHUTEJIHCTBA MOPAKEHHOTO T'eHa Yy aodeped OompHOro coctamisieT 50%, HEOOXOaUMO HX
TECTUPOBAHUE /10 TOCTHKEHUS JE€TOPOJHOTO BO3pacTa.

IIpp TKHUH ¢ ayTOCOMHO — pPELIECCUBHBIM THUIIOM HAcJIEIOBAaHHUsS  PUCK HOCHUTEIBCTBA
MOPXKEHHOTO TeHa y AeTeil oboero moisia cocrabiser 100%, puck pa3ButHs 3a00J€BaHUS y
MIOTOMCTBA MMEETCSI TOJIBKO IMpH OJIM3KOPOACTBEHHBIX Opakax u cocrtasisieT 75%. B cBs3u ¢
3TUM Tpu OJU3KOPOACTBEHHBIX Opakax HEOOXOAMMO TIUIAaHMPOBaHHWE OEPEMEHHOCTH W
IIPOBEJICHUE MPEHATAIbHOM THarHOCTUKU.

Tabnuya 1. Tun Hacneoosanus u UMMYHOIO2UYECKUE HAPYULEHUS NPU OCHOBHBIX (hOpMax

TKHUH

KomOuaMpoBaHHBIM Tun Knunnuec Igg Hupkynupyromme
UMMYHOJIEDUITUT HacJIea0B KHe JTUMQOIUTHI
aHus 0co0eHHOC T B NK
TH
T-B+ TKUH
X-cremieHnas XC I I N/t i
TKUH (aepunur vy-
1IETIN )
Hebuunt JAK3 AP I I N/1 b
Hedurut IL7Ra AP iy iy N/t N
Hedbuuut CD45 AP Hopmanel | | I N/1 i’
pie YO T
KJIETKH
Jedurur CD3e AP ! {CD3 N N
T-B- TKUH
Perukynsapnas AP I'panymony | || I I I
JTUCTEHE3US UTOTICHHSI
TPOMOOIUT
OTICHUS,
TIIyXoTa
RAGI1/RAG2 AP Hapymenn | | | I I N
nedunut e VDJ
pekoMOunHa
015051
Hedumur Artemis AP [Tosbiien | | |, I I N
(RS-TKHH) Has
JyBCTBUTE
JBHOCTh K
paauanuu
Hedunur ADA AP Pacmmmpen | || I ! !
e KOCTO-
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XOHJIpaJIbH
BIX
COUJICHCHH

(V)

u

Apyrne KHH

Cunapom OmeH AP Oputponep | |, IgE 1 | |/N /N N/1
(Omenn) Musl,
TeTaToCIII
CHOMETaJIH
i,
P03UHO(UII
usi

Heduur PNP AP Aytoummy | | /N ! /N /N
HHas
reMOJIUTHY
ecKas
aHeMus,
HEBPOJIOTH
4eCKHe
HapyLeHN
s

Hedurur ZAP70 AP /N { {CD8

Heduuur CD25 AP N !
(IL2Ra)

Heduut CD3y AP N N(|{CD3)

Hedpunut TAP AP Backymutr | N { |CD8

Hedburmr MHCII AP {/N | | CD4

Z\z|\z|z| Z|Z
—|\z|z|z| Z|Z

Hednur WHN AP Anonenus, | | | I
aToJIOTUs
TUMHYECKO
ro
SIUTENHNS

XC, X-cuenieHHslil ThN HacienoBanus; AP, ayTocOMHO-peleCCUBHBIN THIT
HacnenoBanus; TKMH, Tsxenas komOMHMpOBaHHAsS UMMYyHHas HepocTtaTouHocTh; KHH,
KOMOMHHMpPOBaHHAsI UMMYHHasi He1ocTaTrouHOoCTh,JAK3, Janus kuna3za-3; IL,
unrtepneitkug; CD, cluster of differentiation; ADA, aneno3unaezamunaza; PNP,
nypuHHykieo3uapochopunaza; ZAP, zeta associated protein; TAP, transporter
associated protein; MHC, major histocompatibility complex (rmaBHbII KOMILIEKC
rucrocoBMmectumoctn); WHN, winged helix nude C
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