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TSKEJIIAA KOMBMHUPOBAHHA S UMMVYHHAS HEJIOCTATOUYHOCTD

Ho3ouioruyeckas rpynna: [lepBuunsie HMMYHO1€(DUIIUTHI

Koa no MKB-10: D81.0- D81.9

Ho3ousioruyeckue exuunubi: Tsoxenplii KOMOMHUPOBAHHBIA UMMYHOASDHUIIUT

OUPEJIEJIEHUE

Tsokenast koMOWHHMpOBaHHas HWMMyHHas HemocratrouHocTh (TKMH) — renerudecku
OOYyCJIOBJIEHHBIH  MMMYHOJEHUIMT, XaPaKTEPU3YIOLUIUICS NMPAKTHUECKH MOJIHBIM OTCYTCTBHEM
3penbix T-mumdouuToB npu Hannuuu Uik orcyrcteue B u HK num¢onuros, uto Bener k paHHUM,
KpaiiHe TsDKENIbIM MHPEKIUSAM BUPYCHOW, OaKTepHalbHON M ONMOPTYHUCTHUECKON MPUPOIBI U, B

OTCYTCTBHC IMaTOreHETHICCKOM TCparinu, CMCPTHU B IICPBLIC ABA roaa KU3HH.

OCHOBHAS UTH®OPMALIMS

O6mas wacrora TKMH -1:50 000 HOBOpOXIeHHBIX. Cpean GOIBHBIX MPEOOTANAIOT JHIA

MYKCKOT'O ITOJIA.

ITHUOJOI' M U TATOTEHE3

B ocnoBe maTtorenesa 3a0ofieBaHUS JCKUT NeDUIUT KIHOYEBBIX (HAKTOPOB, HEOOXOAMMBIX
s co3peBanust T numdountoB. B HacTosiee Bpemsi M3BECTHa IeHETHYECKas MpUpoa
npumepao 15 ¢opm TKHMH. I'enernueckue nedexTbl, OTBETCTBEHHBIE 3a UX pa3BUTHE,
nokasansl B Tabimuue 1. X-cuermseHHoe HacieqoBaHuE oTMedaercss npumepHo B 50%

CJIY4acB, B OCTAJIbHBIX - ayTOCOMHO-PCICCCUBHOC.



KIACCUDOUKATIUS

Ha ocHoBanum pazmuuuii B ummyHosorudeckoM ¢enorune, TKMH moxer ObiTh pazneneHa Ha 4
rpynmsl: T-B+NK+, T-B-NK+, T-B+NK- u T-B-NK-. Kpome Toro, B 3aBUCUMOCTH OT ©3MEHEHHOTO

r€Ha, BBIJICISAIOT ayTOCOMHO-PELIECCUBHBIN U X-CLUEIUICHHBIN TUI HACIEIOBAHMUS.

Knuanaeckas KapTUHa 3a00J1eBaHUSA IMPAKTUYCCKH HE 3aBUCUT OT TeHETHYCCKOM (bOpMBI.
HcknmoueHueM SBIISIIOTCS IIPOABJICHUA CHHIAPOMA OMCH, B OCHOBC KOTOPBIX HauboJIee YacTo JeKaT

mytanuu reHoB RAGL u RAG2.

KUIMHAYECKAS KAPTUHA

His 6onbHbix ¢ TKUH xapakTepHo paHHee, B TepBble HEIENU M MECALbl >KU3HHU,
HAYaJo0 KIMHUYECKUX TMPOSBICHUA 3a00NeBaHHMS B BHUIC YIOPHOW AWAapeH, CHHIpPOMA
ManbadcopOnmu, WHGEKIUH KOXKH U CIU3UCTBIX (B TIEPBYIO OYepeab KaHJIHUJIO3),
MIPOTPECCUPYIOMIETO TOPAKEHHUS PECIUPaTOpPHOro TpakTa. Bo3Oymutensmu wuHbeKui
MOTYT SBISATHCSA OaKTepuu, BUPYCHI, IPUOBI, YCIOBHO-TIATOI€HHbIE MHMKPOOPTaHU3MBI (B
nepByro odepear Pneumocyctis carinii). IlutomeranoBupycHas MHEKIHs TPOTEKACT B BUJIC
WHTEPCTUIMAIHHOW TTHEBMOHWH, TeMaTUTa, OSHTEPOBHUPYCH M aJCHOBHUPYC BBI3BIBAIOT
MeHHHro3HIepanuTel. O4eHb YacTh BCTPEUACTCs] KaHAUI03 CIU3UCTBIX U KoxH. HecMoTps
Ha TO, YTO KaHJHJI03 HE SBISETCS PEIKOCTHIO Y 3IOPOBBIX JI€TEH MEPBBIX MECAIEB KU3HU, Y
6omnbubIX ¢ TKUH oH nMmeeT ynopHsIi, peluAUBUPYIOMNN XapakTep. B coyyae BakiuHanuu
pebenka BIDK B pommoMe wmnm mo3xe, XapakTepHO pa3BUTHE PETHOHAPHON W/WIKM U
reHepann3oBaHHoii M.bovis wHpekunu, xoropas mposBiseTcs B BHIAC YIUIOTHEHUS U
Ka3€03HOTO TMOPaXCHHsI B MECT€ HWHBEKIMH, YBEITUYCHHUS PErHOHAPHBIX JHUM(POY3IIOB,
cnenu(pUIecKoro MOpaKeHUst KOXKH B BHJIE JIEMEHTOB CHIITK WK CTpOdyiyca u Jp.

Ha ¢one Tsoxensix mHbekuuit HaOmOgaeTcs OTcTaBaHUE B (PU3MUECKOM M MOTOPHOM
paszButun. Crenyer moMHUTH, 4yro jnaxe npu Hanmuuu TKWH y mnageHueB He cpasy
Pa3BUBAIOTCS BCE BBILICTIEPEUNCIICHHBIE CHMIITOMBI, U B TeUeHHE 2-3 MECSIEeB OHH MOTYT

paCcTh MU pPA3BUBATLCA IIOYTU HOPMAJIBHO, OCO6€HHO, CCJIM BaKIMHAaAIUA BH)K He OblLia



caenana. TpaHcmianeHTapHas TIepenaya MaTepUHCKUX JTHMQOIMTOB MOXKET BBI3BATH
CHUMIITOMBI PEAKIMH «TpaHCIUIaHTaT npoTuB xo3siuHa» (PTIIX), Ha3piBaeMoil B 3TOM citydae
MarepuHcko-petanbHoit PTIIX. Ona mnposBisieTcss B OCHOBHOM B BHJE KOXXHOHU
HPUTEMATO3HOM WITU MAIYJIC3HOMN CHIITU U\WJIN TIOPaXKEHHUSI TICYCHU.

Jna  HekoTopbix reHernueckux ¢opm TKHWH  xapakrepHa jpomnosiHUTENbHas
CUMIITOMATHKa.

I[Ipu TKWH, comnpoBoXalomuxcs HapylIeHHEM MypHHOBOro oOMmeHa (xeduiut
aneHo3uHe3amMuHassl — AJIA u nypunnykieosundochopunassl — [IHD) moryr Bo3HUKATH
CKeJIETHBIE HapYIICHHUs: pacliupeHne KOHIIOB pedep, TazoBas AUCIIa3us. Y OOJBHBIX TAKXKE
ONMCaHbl CIEAYIOLIIME HEBPOJOIMYECKHE HW3MEHEHHs: HHUCTarM, CEHCOpHas TIJIyXoTa,
CHAacTUYECKHE HapyUIeHHs, HapyIIeHHe ICUXOMOTOPHOTO pa3BUTUS (HE3aBUCHUMO OT
uHpeknuit). ConyrcTByrommMu cuaapomamu npu aepunure [THO senstorca ypukemus u
ypukypusi. B HekoTophIx ciydasx y OonbHbIX ¢ gepuuurom ITH® ormeuarorcs takue
HEBPOJIOTUYECKHE TMPOSIBICHMSI, KakK IUIETMM, [1ape3bl, aTakCus, TPEMOp, 3aJeprKKa
YMCTBEHHOT'O Pa3BUTHSL.

Cunnpom OmeH

Ocoo6nsikom B rpynmne TKUH crout cuaapom Omen (Omenn). Kak G110 CKa3aHO BHIIIIE,
HamOonee yacto oH BcTpewaetcs npu nedexrax reHoB RAGL u RAG2, xoTs omnucaHsl
cllydad U JIPYrux reHetrueckux anomanuid. [lomuerit gepunur RAGL/RAG2 npuBoaut K
pasBuTHIO TMIHYHON KiuHukU Ha (oHe T B'NK™ TKMH. IIpu MucCeHC MyTalusX IeHOB
RAG1 u RAG2 ¢ynkumst Oenka 4acTUYHO COXpaHEHa. B pesynbraTe umeer mecto
BO3HUKHOBEHHME OJIMTOKIOHAJIBHBIX T JUMQOIMTOB, KOTOpble MNpoaudepupyoTr B
nepudeprueckux  TUMQPOUIHBIX  OpraHax M HEPEeAKO  HUMEIOT  ayTOJOTHMYHYIO
HampaBJIeHHOCTh. [IposBieHreM 3a00JieBaHUs SBISIOTCA MPOrPECCUPYIONINE MPAKTUYECKU
C PpOXIEHHA CHMIITOMBI 3KCCYJAaTUBHOM CBINM, AaJONENHUH, TenaToCIJIEHOMETaluH,
reHepajin30BaHHON JUMdaneHonaTHUH, IUaped, a TakKe TMOBBIIICHHOW CKIOHHOCTH K

uHeKusaM, xapakrepasiM s Bcex TKUH.






JINMATHOCTUKA

AHaMHe3
IIpu cbope cemellHOro aHaMHe3a HaJO0 OOpallaTh BHUMaHHE HA CIy4yau MOBTOPHBIX TSDKENbIX MHPEKUIUMH M CMepTel JeTeil B paHHEM

BO3PACTE C KIIMHUKONW MHPEKIUOHHBIX 3a00seBaHni. CMepTH MaJlbYMKOB B HECKOJIBKMX IOKOJIEHUSX B CEMbE IT03BOJIET IpeArnoiararh X-
CLEIUICHHBIM XapakTep 3a0oneBaHHs. bBIM3KOPOACTBEHHBIH Opak y pOAMTENEH yBEIMYMBAET BEPOSTHOCTH AyTOCOMHO-PEIECCHBHOM
IIATOJIOTUH.

IIpu ompoce poaureneit ciaenyeT YTOYHUTh OCOOCHHOCTH (PU3MYECKOTo pa3BUTHUA peOeHKa, MpHOaBKYy B Bece, CPOKHM BO3HUKHOBEHUS,
Y4acTOTy W TSHKECTh HPOsBICHHsS WH(OEKIMOHHBIX 3a0ojeBaHuil (quapesi, rpHOKOBBIC MMOPAKCHUS KOXU M CIU3UCTHIX, ITHEBMOHUHU H
uHpEKIMH ApYyrux Jokanuzanuii). Takxke HeoOXoaWMo y3HaBaTh, MpoBoawiack Ju BakuuHamus BLDK B pommome, oTmewanuch nm

n3MeHeHus B Mecte BakuuHauu BIDK u pernonapubix aumdoysnax yepes 2-3 mecsia nocie BaKIMHaIIH.

du3ukanbHoe obcriedosaHue

OneHKa QU3UUECKOT0 PA3BUTHSL.

[TarmenTs ¢ TKUH 06pI4HO OTCTAIOT B Macce C MEPBbIX MECSLEB )KU3HU.

Tepmomerpusi.

VY 6onpHbIx ¢ TKUH Hepenko oTMedaeTcsi «<HEMOTUBUPOBAHHbIE) CYO(PEOPHIUTETHI U JINXOPaIKa — 6€3 SBHOTO Ha MOMEHT OOpaleHHs
ouara uHpexuuu. OgHaKo HepenKo ObIBaeT U 00paTHas CUTYalUsl — OTCYTCTBUE TEMIIEPATyPHOU PeaKIUU Ha TSKEIYI0, TEeHEPATU30BaHHYIO

WH(]EKIHIO.



OcCMOTp KOKHBIX TOKPOBOB M CIIM3UCTHIX.

BaxxHo 00paTuTh BHUMaHKME Ha HAJIMYUE KaHUI03HOTO NOPaKEHHsI KOXKH U CIIM3UCTBIX, HAIMYMS Mallepalluy epuaHalbHON 00J1acTH
(BciencrBue xpoHunueckoit auapen). s cunapoma OMeH XapakTepHa FeHepaln30BaHHAs SPUTPOJCPMHES, BBIPQKEHHOE HISTYIICHHE KOXKH,

BTOPUYHOE WHPHUIIMPOBAHUE C OYaraMi MOKHYTHSI.

Ilagpnanus Tpyni HeDI/I(beDI/I‘leCKI/IX J'II/IMd)OVSJ'IOB

Onenuth pazmeps! iepudepudeckux aumdpoysnos. st 6ompHbX THIHYHEIM TKH xapakTepHa rumoruia3us JuM(OUHON TKaHH, B

nepByro ouepenp TumdoysnoB. [Ipu cuaapome OMeH, HAPOTHB, KaK MIPABHIIIO MPUCYTCTBYET FeHepaIn30BaHHas JTUM(OaCHOTATHS.

O1eHKa JbIXaTSIbHONW CUCTEMBI

[Taeemonuu npu TKUH Hepenko umerot satnonoruto P.carinii. Kak n3BecTHO, Takre MTHEBMOHHH COMPOBOXKIAIOTCS ITPOIPECCUPYIOIICH

HBIX&TGHLHOﬁ HEAOCTAaTOYHOCTBIO C TAXUITHO3, CHUJXKCHUCM CaTypallui KHUCJIopoJaa, oouHeM KPCIUTHPYIOIIUX XPHUIIOB.

Ilanpnamys I€YEHH, CEIE3EHKU

VBenuueHue neueHn OTMEIaeTCs HEPCAKO — KaK MPOABJICHUC TOKCUYCCKOT'O rermaTuTa rnpu HG(i)CKTaX IMYPUHOBOTO O6MeHa, KakK IMPOsBJICHUC

ne4eHoyHoi ¢popMbl MatepHO-(peTanbHoM PTIIX, kak mposiBIeHHe UNMMYHHOIO TernaTtuTa npu cuaapome OMeH.

JlabopamopHasi QuazHOCmMuKa



Knnanyeckuil aHagans KpoBU

[Tpu mabopaTopHOM 00CIEIOBAaHMH BO MHOTHX cly4asx BeisiBisgercs sumdornenus (1000 kieTok B MK U MeHee). OHAKO HOPMAIbHOE
qyucao JuMpounuToB He uckimovaer nuarHo3 TKMH, 1 MoxeT sBISATbCA pe3yslbTaTOM TpaHCIUIAEHTApHOW mepenadyn JTUM(OIMTOB OT
matepH, skcnancud HK u B-mumdonutos, a Taxke nposiBlIeHUE OMUTOKIOHANBHOM npoiudepannn T-mumdoruros npu cuaapome OMeH.
Ha ¢one ocTporo m XpoHHYECKOro MHGEKIHMOHHOIO IMPOLEcca OTMEYAIOTCs JICHKOLUUTO3, HEUTpoPuiaés co cABUIoM (OpMYJIbl BIIEBO.
OnHaKo B HEKOTOPBIX CIy4asX OCTPbIX HHPEKIHIA KPOBb MOXKET ObITh apEaKTHUBHA, YTO 3aTPYAHSAET IUArHOCTUKY UH(EKIIMOHHOTO 31130/1a.

B ananm3ax KpPOBH HEPCIAKO BBIABIACTCA aHEMUS, I'CHE3 KOTOpOﬁ CBsA3aH C XPOHUYCCKHUM BOCITIAJICHUCM.

BbuoxuMuueckuit aHaJIu3 KPOBU C 00s3aTEIIbHBIM UCCIIEOBAHMEM MOYEBHUHBI, KpeaTunuHa, ounupyouna, AnT, AcT, JIAT, LD, riaroko3sr

HEOOXO0UM JIJISl OLICHKH MOPAKEHUSI BHYTPEHHUX OPTaHOB.

I/IMMVHOI‘J'IO6VJ'II/IHLI CBIBOPOTKH KPOBH

B GonpmnHcTBE ciy4yaeB y 60iabHBIX ¢ TKIH BbIsIBIsSI€TCS ¢ MEPBBIX MECSIEB KU3HHU BBIABISAETCS TUIIOraMMaryiooynuemus. OgHako
YUNTBHIBas HU3KUE BO3PACTHbIE HOPMBI Yy JE€Tel MepBOro roja >XH3HU, OIEHKAa YPOBHS HMMYHOITIOOYJIMHOB HEPENKO SBIISETCS
MasionH(opmaTuBHON B mocraHoBke auarHoza TKWH. He ctouT 3a0biBaTh Takke, 4yTo BbICOKHE YpoBHU 1JG B mepBble MecCsIbl KU3HU
00YCIIOBJIEHBI NEPCUCTEHIIMA MAaTEPUHCKOI0 MMMYHOTJIO0YIMHA, TOTYYEHHOTO0 TPAHCIUIALEHTAPHO, U MOTYT UMETh MECTO y MJIAJICHIIEB C
TKHUH. [Ipu cunapome OMeH MOT'YT OTMEUaThCsl Kak HU3KHE, TaK M HOPMaJIbHbIE YPOBHHU BCEX KJIACCOB MMMYHOIJIOOYJIMHOB, JUJISl ATOTO
CHUH/IpOMa B NEPBYIO ouepenb xapakrepHo nosbimieHue IQE. Jlaxe npu HopManbHON KOHIEHTpanuu UMMyHornooyiauHos npu TKUH ux
cneun(UIHOCTh 3HAYUTEIBHO CTPAAAET, UTO MOXKHO ONPEETUTh MO HU3KOMY THUTPY MOCTBAKIIMHAIBHBIX AHTUTEN B CIy4yae BaKI[MHALUU
pebeHka.

KomnuectBo u dpyakimsa T-numbonuTos

Kak Obu10 OTMEueHO BbIIIE, IPU MPOBEIECHUN (PEHOTUNMUPOBAHUS 3HAUUTEIbHOE CHIDKEHHE T JIMMQOLUTOB BCTpeyaeTcs MpU BCeEX

dbopmax TKHH, ognako umcio B mumdomnuroB m HK kietok 3aBucuT ot renermueckoro nedexra, nexamero B ocHoBe TKHH.



Uckmouenunem siBasiercst cuHApoM OMeH, KOTOPBI COMTPOBOXKAAETCS OJUTOKIOHANBHON nponudepanneid T-muMponUTOB, UX YUCIO MOKET
ObITH HOPMAJIBHBIM U JIaK€ MMOBBIILICHHBIM.

Jist Bcex BapuantoB TKUH, Bkimtouas cuaapom OMeH, XapakTepHO CHIKEHHE PO epaTUBHON aKTUBHOCTH JIUM(OIUTOB.

[Ipu muarnoctuuecku cinoxHbIX ciaydasx TKUH pexomenmoBano uccrnenoBanue TREC, sBnstonmxcs kputepueM 3PQPEeKTHUBHOCTH
npoaykuuu T-mumdounTtos B Tumyce. Konnentpauus TREC 3nauntensHo cHmkena npu Beex Bugax TKWH, HezaBucuMo 0T reHeTHUeCKOoro

nedexTa U KITMHUYECKUX MPOSIBICHUN.

MI/IKDO6I/IOJIOFI/I‘I€CKI/IC HNCCJICAOBAaHUA

Ceponornyeckue uccienoBanus y 6oabHbIx ¢ TKITH He nHQOpMaTUBHBI M TPUMEHATHCS HE T0JIKHBI.

IToceBbl Guomarepuana (Ha ¢uopy u TpuObI) C ONpeaesieHUeM aHTUOMOTHUKOYYBCTBUTEIBHOCTH CO CIU3UCTBIX, U3 0YaroB MHQEKIUH
(BKIJTFOUAs TOCEB KPOBU M MOYM IPH COOTBETCTBYIOIIEH CHMIITOMATHKE), a TAK)KE MMOCEBHI Kajla, OpOHX0ATBBEOJIIPHOTO JIaBaXKa, JIUKBOPA U
OMOTICHOHHOTO MaTepHuasia He0OOXOIMMO MPOBOJIUTH BCETa MPH HATWYMU MH()EKIMOHHBIX odaroB. Heo6xoanmo nmomuuTh, uro npu TKUH
MHQEKIUY HEPEeIKO BbI3bIBAIOTCS YCIOBHO-MAaTOreHHOM ¢uiopoil. Ilpu Hanmumuu Bakumuaiuu BIDK B aHamHe3e HE0OXOJMMO IPOBOAUTH

MHKPOCKOIHIO MaTepHalia ¢ OKpacKoi Ha KHCIOTOYCTOYMBbIC OaKkTepuu, a Takxke BbisiBieHne M.bovis meromom TTIP.

HLA-tunupoBauue

Tak kak TpaHcnanHTanus reMaronodTudeckux cTBojoBbIX Ki1eTok(TI'CK) npu TKUH sBnsieTcst eTMHCTBEHHBIM YCIOBUEM BBIKUBAHUS ATHX
0O0JIbHBIX, U JOJHKHO OCYILECTBIIATHCS B KpaTyaillline CpoKH Mociie MOCTaHOBKU AuarHo3a, HLA-TunupoBanue 10KHO POBOJUTHCS Cpasy

nocie mocranoBku auarsosa TKHUH.

IIpoBeaeHNE MOICKYIIPHO-TCHETUYSCKOTO aHaIM3a

AHanu3 Ha BBISBIICHHE MyTalluu TMPUYUHHBIX TCEHOB MPOBOAUTCA C IMMOMOILIBIO HOJIHMCp@BHOﬁ LICITHOM p€aknuu " MOCICAYIOIICTO

CCKBCHHUPOBAHUSA TMPOAYKTOB. OOBIYHO HAYUHAIOT C HCCICIOBaHUA TI'CHA IL2RG Yy Jyn MYXCKOro Iiojia, IMpu HOpMaHBHOﬁ €ro



IIOCICA0BATCIBbHOCTH, U C€CJIM INAaOUCHT XXCHCKOI'O II0JIa — BCEX OCTAJIBbHBIX I'€HOB. BrIsgBrIeHne reHeTHYEeCKUX IMPpUYXH 3a0071eBaHus y
o6onsHbIXx ¢ TKHUH Baxkno JJIA CEMEMHOro KOHCYJIbTUPOBAHHA U npeHaTaanoﬁ JUArHOCTUKH, HO HE ABJIACTCA a0COJIIOTHO HCO6XO,Z[I/IMBIM

qutst moarotoBku U nposenenust TT'CK.

UHcmpymeHmanbHasi QuazHocmuka

yJ'IBTpaSBYKOBOC HUCCIICAOBAHUC 6pIOH.IHOI>i IIOJIOCTH U 3a6pI-OI_HI/IHHOFO IIPOCTpaHCTBA JJIA OUCHKH BOBJICUCHHOCTH BHYTPCHHHX OPraHOB.

KomnbrotepHas ToMmorpadus rpyJHON KIETKH ¢ KOHTPACTOM — JJayke IPU OTCYTCTBUU yKa3aHUH Ha MOATBEPKJCHHbIE THEBMOHUU B
aHaMHe3e, a TAaK)Ke HE3aBUCUMO OT HAJIMYHUS MIIM OTCYTCTBHS M3MEHEHHI IPU peHTreHorpaduu rpyaHoi kineTku. KoMmberorepHas

ToMorpadust IPyrux JOKATU3AUN — 10 TIOKA3aHHSIM.

HpI/I HaJINn4nuun OCTpOﬁ HH(beKHHOHHOﬁ CHUMIITOMAaTHUKH — peHTreHorpa(me l"py,I[HOﬁ KJICTKH, IPUAATOYHBIX I1a3yX HOCA B JTUHAMHUKCE.

I[pyrlzle HHCTPYMCHTAJILHBIC UCCIICAOBAHUSA — ITPHU HAJITMYNU COOTBETCTBYIOIINX KIIMHUYCCKUX MMOKa3aHWi.

Hpoqaﬂ AHArHOCTHUKA

HpI/I MoAO3pC€HNUHU Ha CUHAPOM OMGH, XapaKTCPHOI'0 MOPAKCHUA KOKHU BO3MOKHO IMTPOBECACHUC OMOIICUH KOXKH AT MOATBEPIKACHUS

JAruar”Ho3a.

KPUTEPUU INATHO3A

Hm[a MYKCKOT'O0 HWJIM KCHCKOro I1ojia ¢ I/IHCbeKI_[I/IOHHI)IMI/I MMPOABJICHUAMU C TICPBBIX MECALCB XW3HU, W BBIABJICHUC 3HAYUTCIBHOI'O

cHKkeHns T J'II/IM(l)OHI/ITOB B IBYX HUCCJICOOBAaHUAX.



Briasienue MyTallkuH COOTBCTCTBYIOIIUX I'CHOB IMOATBECPKAAOT AUArHO3 U HeO6XO,I[I/IMBI JIA CEMEMHOro KOHCYJIbTUPOBAHMHA.

JANODOEPEHIMAJIBHBIN JIUATHO3

JuddepeHunanbHblii JUarHo3 CleAyeT B IEPBYIO OUepeib IPOBOIUTH:
e C mpossiaenusmu BUY-undexun.
o C npyrumu (CHHAPOMAIBHBIMHI ) KOMOMHUPOBAHHBIM UMMYHOAC(PHUITUTAMH, B TIEPBYIO o4epeap cuaapomom [u Jxopmkm.
e C CeNnTUYECKUM COCTOSIHHEM, ITPH KOTOPOM HEPEAKO OTMEYACTCS TPAH3UTOPHAS TIIyOOKast TUM(POTICHHS.
e C nmedexkramu TUMGPATHICCKUX COCYIOB, B TIEPBYIO Ouepe/b JTUMQPAHTHOIKT3UN KHIIECYHHUKA, TIPH KOTOPBIX HEPEIKO OTMETAeTCs

nuMQorieHusI, TUTIOTaMMarjioOyIMHEMUs, U TUI0ATE0yMUHEMUSL.

TepaneBTnueckasi crpaTuukanus

TKHUH sBnsieTcss HeoTno)HBIM cocTtosiHueM B neauatpun. Eciim TKUH nuarnoctupoBaHna B TeueHHE NEPBOTO MECsLA KU3HH,
aJieKBaTHas Tepanus W npoBefeHue auioreHHo HLA uaeHTHYHON MM rariouJeHTUYHON TpaHCIIAaHTAllMM KOCTHOTO MO3ra
(TKM) unu remnonostudeckux crBoioBbiX KieTok (TI'CK) obecneunBaer BeikuBanue 6osee 90% manueHTOB HE3aBUCUMO OT
dbopmbl mMmyHOneuIMTa. B cirygae Oosiee mo3aHEH AMArHOCTHKU Pa3BUBAIOTCS TsDKEIbIe MHOEKIUMH, TIJI0XO IOJIAF0IITUECs

TEpalrn, U BBDKMBACMOCTDL ITAIMCHTOB PE3KO MMaJacT.



Tepanus

Cpasy nocne nocraHoBku auarHoza TKMH netu 1omkHBI HaXOAUTHCS B THOTOOMOJIOTHYECKUX YCIOBUAX (CTEPUIIBHBIN OOKC),
HEeoOXo/MMa TIIOCTOSIHHAas Mpo(HIaKTUYeCKass NPOTUBOMUKPOOHas Tepamus: MpPOTUBOrpUOKOBas —  (IFOKOHA30JI0M,
npo¢uIaKTUKa MTHEBMOLUUCTHON MH(PEKIUU KO-TPUMOKCa30i0M, npodunaktuka [{MB-uHpEKIuN raHIuKIOBUPOM, perylspHast
3aMeCTUTEIbHAS Tepanusi BHyTPUBEHHBIM UMMYyHor100ynuHoM. Tak kak B Poccun Baknunanus BLK npoBoauTcs B mepBbie JTHU
xu3Hu, To aetn ¢ TKWH B OosblmiMHCTBE ciy4yaeB OKa3bIBalOTCS MH(DULIMPOBAHHBIMH, M Y HUX pa3BuBaioTcs BLDK-uter
pa3nuM4HOM TsbKecTH (OT JIOKaNbHOM 110 reHepanu3oBaHHOM HH@pekuuu). BLK mubpekuus tpebyer HazHAUeHUS IIUTEIbHON
MHTEHCUBHOM NpPOTUBOTYOEpKyNe3HOM Tepanuu. B ciydyae mnpucoenvHeHus HMHPEKUUHA MPOBOJUTCA HMHTEHCHUBHAS
POTUBOMUKPOOHAs,, MPOTUBOBUPYCHAsE M NpPOTHBOrpuOKoBast Tepamus. CieayeT oco00 OTMETHTh, YTO NMPU HEOOXOAMMOCTH
NPOBEJICHHS TIEPEITUBAHUN KOMIIOHCHTOB KPOBU (IPUTPOLUTApHAS Macca, TPOMOOKOHIIGHTPAT), CIEIYET HCIOJIh30BATh TOJIBKO
oOiydyeHHble M OT(UIBTPOBaHHBIE MpernapaTtsbl. B ciyuae mnepenuBaHus HEOOJIYYEHHBIX 3PUTPOLUTOB U TPOMOOLIUTOB

pa3BuBaetcsi mnoctrpaHcdy3zunonHas PTIIX.

TT'CK
HpOBO,I[I/ITCH OT POACTBEHHOI'0 COBMECTUMOT' O, HCPOACTBCHHOTI'O COBMECTUMOI'O UJIN T'allNIO-UACHTUYIHOT'O JOHOPA I10 CTaH,Z[apTHOﬁ

METOJIMKE, C UCIOIb30BaHUE MPOTOKOJIOB KOHAULIMOHUPOBaHus, padpadoranusix 11 TKUH. Ilpu orcyrcTBHE COBMECTUMOTO
POJICTBEHHOTO JJOHOPA pe3yibTaThl rario0TpaHCIUIAHTALMY CPABHUMBI C PE3YJIBTATAMHM HEPOACTBEHHON TPAHCIUIAHTALMH OT MOJHOCTBIO
COBMECTHMOTO JIOHOpA, OJHAKO, IPOBEJIEHHUE rario-TPaHCIUIAHTAllMU BO3MOYKHO B KpaTdailline CpoKu, MOITOMY IPU HECTAOUIHLHOM

COCTOSIHUH 0OJILHOTO raruIo-TpaHCIUIaHTaAlUs ABJIACTCA HpeHHOHTHTCHBHOﬁ.



T'ennas Tepanus

B HACTOAIICC BPEMA HUAYT AKTHBHBIC KIIMHUYCCKUC HCCICAOBAHHA, KOTOPBLIC AAAYT BO3MOXHOCTH PYTHHHOI'O HPHUMCHCHUS TeHHOH

TEpaInuy B MEPBYIO oYepeab Npu X-CLUEIUIEHHOH, a TaKKe IPU ayTOCOMHO-perieccuBHBIX Gpopmax TKUH.

TpeﬁﬁBaHI/Iﬂ K COﬁJ’llOI[eHI/IlO manueHTaMiu nmpaBuJi JMYHOH THTrMeHbI

» Kak 6bu10 cka3aHo Bbimie, getu ¢ TKUH 1omkHBI HAXOUTHCS B YCIOBUSX MAaKCUMAIbHON M30JISIHMHU (B CTEPUIIBHBIX OOKCaX)

* [lutaHue: BO3MOXXHO TIpyqHOE BCKapMiuBaHue. [Ipy MCKYCCTBEHHOM BCKapMIIMBAaHWUU PEKOMEHIIOBAHO MPHUMEHEHHE O€3JIaKTO3HBIX
U\ITH THAPOJIM3ATHRIX cMecei. JIJis mprKopMa MCII0JIb30BaTh IMHIILY, MPOIIC/IIIYIO TPOBEPEHHYIO TEPMHUUCCKYIO 00pa0boTKy. J{JIst TUThs
WCIOJIb30BaTh TOJBKO OYTHIMPOBAHHYIO HJIM KHUISTYCHYIO Boay. Hemb3s ymoTpeOssTh B THINY MPOIYKTHI, COJEPIKAIINE KUBBIC
OakTepuanbHble U TPUOKOBBIE KYJIBTYpHl (OMOKEPUPHI, OMOMOTYpPTHI, CBHIPHl C IIECEHBIO), MPOIYKTHl OpPOKEHHS M CKBAIIUBAHUS

(kBaIlIeHHAs KaycrTa, KBac U Jp.)

TpeGoBanus K HAJIUYHNIO CIENUATUCTOB U JIeHeOHO-TMATHOCTUYECKHX MIOIIAI0K CMEKHbIX CIIeHMATbHOCTE.

C momeHTa mocTtaHOBKM jauarHo3a o mpoBeaenus TI'CK pekoMeHIOBaHO HAaXOXKJEHHE B CTAl[MOHApEe B YCIOBHUSX CTEPHIBHOTO OOKca.
JIITY pomkHO UMETh B CTPYKTYpe OTAelieHHe (manary) aHeCTe3UOJOTHMH-peaHuMAIlNH, OTACNEHHE XUPYPTHH, CIIOCOOHOE BBIMTOJIHATH
TOpakaJibHble M a0JJOMHHAJILHBIE ONEpaluy JII000W cTerneHu cioxHocTu. Kpome Toro, HeoOX0IMMO MMETh B LITaT€ TacTPOIHTEPOJIOra,
HeBpomartoJiora, okynucra, JIOP-Bpaua. OO0s3aTeNnbHO  HAJIMYKME [UTOJOTHYECKON, HMMMYHOJOTHYECKOH, OaKTEePHOIOTHUUECKOMH,
OnoxuMHuuecKkoi u skcmpecc-nadopatopuit. s mpoenenus TI'CK GonbHONM mepeBOIUTCS B KIMHHKY, WMEIONIYI0 B CBOEM COCTaBe

otnenenne TT'CK u obmanaromee omnbitoM TT'CK He3mokadecTBEHHBIX 3a00JIEBAaHUN.



IIPOrHO3
[Tpu pannem nposenenun TI'CK BeDKHMBaeMocTh cocTaBisgeT 90%, mporso3 B LejaoM OnaronpusTHbd. B ciydasx Henpuxusienus B-
TUMQOIMTOB OOJTBHON HYXKIAeTCs B MOXU3HEHHOW 3aMeCTUTENIbHON Tepanuu BBUT'.

bes nposenenusa TI'CK neranbHOCTD B IepBbI€ 2 T )KU3HU cocTaBisgeT 98%.

JAVCIIAHCEPHOE HABJIIOJEHME (11ocie nposeaeHust TI'CK)

Jo mposenenust TT'CK GonbHOI HaOMI0Aa€TCS B CTAIIMOHAPHBIX YCIOBUSX.

[Mocne nposenenust TT'CK GosibHOM HAOIOAETCS TPAHCILUIAHTOIOTaMHU M \HJIM KMMYHOsIoramu B riepBbie 6 mec. nociie TT'CK — exemecsuHo,
yalie — o rnokasanusm, naiuee 1 pas B 3 mec.

3amecturensHas Tepanus BBUI' npoBoautcs exxemecsyHo B TedyeHue 1 rona, nanee — 1o nNoKa3aHUsIM.

[Ipu HEOOXOAMMOCTH COMYTCTBYIOIIAS T€paMsl MPOBOAMUTCS CTALIMOHAPHO MIIM aMOYIaTOPHO, B 3aBUCUMOCTH OT ocioxHeHuit TI'CK.

BonpHBIE B YIeHBI X ceMer JOJIZKHBI OLITH 06y‘{eHLI IIpaBHJIaM I/IHI[HBPII[yaHBHOﬁ TUT'UCHBI.

JlabopaTopHble nccie0BAHUSA

OOuwmit KIMHUYECKUH aHaIn3 KpoBU (00s3aTeNeH MoACUeT JeHKOIMTapHoi (GopMysl) mpoBoauTcs 1 pa3 B Helelnto nepsbie 3 Mec,

1 pa3 B Mecsll B najibHENIIEM B TeUeHUE | roja, yamie — no nokasaHusM.

e buoxumudeckuii aHaau3 KPOBH C ONpeAeNIEHUEM aKTUBHOCTU NeuyeHOUHBIX GepmenToB, CPb — 1 pa3 B mecsiil B mepBbie 6 Mec., qanee
1 pa3 B 3 Mec., yane- Mo NoKa3aHUsIM

e  OOmmif ananu3 Moy - 1 pa3 B 3 Mec. ¥ MPU UHTEPKYPPEHTHBIX 3a00ICBaHHIX

L4 OHpe,Z[CJ'ICHI/IC XUMCpUusMa — 1 pa3 B MCCs1I B IICPBLIC 3 MCEC., 1 pa3 B 2 Mec. -B TCUCHHE roaa, gajJec — 1o IIOKa3aHusiAM



HNHcTpyMeHTA/IbHBIE HCC/IEIOBAHMS.

e OKI'—1pa3Broa
e V3MU OpromHoi mosoct — 1 pa3 B 6 Mec.

e Pentrenorpacdus rpyaHoii kietku — 1 pa3 B rog

IlepuoAMYHOCTH KOHTPOJIBHBIX OCMOTPOB CHENMATHCTAMYI CMEKHBIX CHEIHAJIBbHOCTEI.
OcmMmoTp xupypra — 1 pa3 B rog
OcMmoTp cromarosiora — 1 pa3 B rog

Ocmotp JIOP Bpaua — 1 pa3 B ron

Baknunanus

o npoBenenus TT'CK BakiuHaius >KMBbIMUA BaKIIMHAMH KaTETOPUYECKH MPOTHUBOIOKA3aHa, BAaKI[MHAIIUS MHAKTUBUPOBAHHBIMU BaKIIMHAMU
HE II0Ka3aHa.

[Tocne mpoBenenus TI'CK BakiuHamus mpoBOIUTCS MO PaCIIMPEHHON cXeMe, MOCIe BOCCTAHOBIIEHUS T€MOII0d3a, HO He paHee, yeM 4yepes 6

Mec. nnocie nposujenus TI'CK.

B03MOKHOCTH XHPYPIrU4e€CKOro BMEIIATEIbCTBA

He orpanuyensl.



Bo3Mo:xHOCTH OPTOAOHTHYECKOIO JICUCHUS.

He orpanuyensr.

PEKOMEHJIAIIMY 1O O®OPMJIEHUIO UHBAJIMTHOCTH

PCKOMCHIIOBaHO O(i)OpMJ'IeHI/Ie HWHBAJIMAHOCTHU

COIIMAJIBHASA U TICUXOJOTNYECKASA PEABNINTAIINSA

Bo3mo:kHOCTH Npe0bIBaHNUS B OPraHU30BAHHOM KOJIJIEKTHBE.

Jo TI'CK — mpoTuBomnoka3zana, mocie TT'CK Bo3MoskHa pyr BOCCTaHOBICHHH HMMYHOJIOTHYECKON ()yHKIIHH.

Bo3Mo:KHOCTH MyTelIecTBUIA, 0e310K 32 TPAHUILY, IPeObIBAHMUS B 1€TCKOM 0310POBHTEILHOM Jarepe

o TI'CK — mpotuBonoka3ana, nocie TT'CK Bo3MoskHa py BOCCTaHOBIEHUH HMMYHOJIOTHUECKON (DYHKIIMH.

Bo3Mo:kHOCTH Harpys3oKk u 3aHATHH crmopTrom.

o TI'CK — mpotuBonoka3ana, nocie TT'CK Bo3MoskHa py BOCCTaHOBIEHUH HUMMYHOJIOTHUECKON (DYHKIIHH.

Br100op npodeccun.

ITpu ycniemnon TI'CK orpannyeHunii HeT.

OTHoOLICHNE K POKICHHUIO 1eTeH.

[Tocne nposeaennoit TI'CK Bo3moxkHO Oecruioaue.



IIpenarajgbHas AMATHOCTHKA H TeHETHYECKOE KOHCYJILTHPOBAHUE.

Cembs 0oabHOoro TKMH

HeoOxonuMa npeHaTanbHas TUArHOCTUKA MIPH BCEX TMOCIEAYIONNX OepeMeHHOCTSX B naHHOM Opake mpu AP dopme, mpu X-cuerieHHON
dbopMe y naHHOW KEHIIUWHBI B MoOoM Opake. [Ipu X-cuerenHoi ¢opMe HEOOXOAMMO TECTHPOBAHHE HA HOCHTEIHCTBO MYTAIlMU BCEX
cecTep MaTepH, IO MOKa3aHMIX — APYTHUX POJACTBEHHUKOB XKEHCKOTO IOJIa.

[Ipu AP ¢dopme B apyrux OJIM3KOpPOJICTBEHHBIX Opakax MeEXIy WICHAMH TEX K€ CeMeld HEOOXOIUMO TECTHPOBAHHUE CYNPYroB Ha

HOCHUTCJIbCTBO MMOPAKCHHOI'O I'CHA.

boapuoit TKUH nocae TT'CK

[Mpu X-cuemnennoit popme TKUH npenaranbHas TUarHOCTUKa HE TOKa3aHa, TaK KaK PUCK 3a00JICBaHHS y MallbYUKOB OTCYTCTBYET, Y
neBouek coctapiusier meHee 0.1%. Puck HocHTenbCTBa MOpPaKEHHOTO reHa y godepeld OosbHOTO coctaBisier 50%, HE0OXOauMO HX
TECTHPOBAHUE JI0 JOCTHKEHUS IETOPOIHOTO BO3pacCTa.

I[Ipu TKUH ¢ ayTrocOMHO — PEeLIECCHBHBIM THUIIOM HACJIEJIOBAHHUS PHUCK HOCUTEIILCTBA MMOPAKEHHOTO I'eHa y JIeTeld 000€ero 1moJjia COCTaBIIsieT

100%, puck pa3BuTus 3a00JIeBaHUs Y TOTOMCTBA UMEETCS TOJIBKO MPHU OIM3KOPOJICTBEHHBIX Opakax u cocTaBiseT 75%. B cBsi3u ¢ aTuM mipu

OJIM3KOPOJICTBEHHBIX Opakax HEOOXOAUMO TJIaHUPOBaHUE OEPEMEHHOCTH U MPOBEICHNE IPEHATAIbHON JUATHOCTUKH.






Tabauya 1. Tun nacneoosanus u UMMYHOIO2UYECKUE HapYyuleHus npu ocHoenvix popmax TKUH

KomOunnpoBaHHbIN Tun Knunnueckue ocobeHHOCTH [s]o] Hupkynupyromue
UMMYHOJIe(ULIUAT HacJIeq0BaHU JTUMQOIUTHI
1 T | B | NK
T-B+ TKUH
X-crerieHHas XC \NE VNS N/T W
TKHWH (nedumur y-
1[CTIN )
Heduur JAK3 AP I I N/T W
Hedunur IL7Ra AP UNE UNE N/T N
Hedurur CD45 AP Hopmainbasbie y8 T kietku { 4 N/T J
Jledurur CD3e AP J ICD3 N N
T-B- TKUH
PetukynspHas AP ['paHyIOLUTONEHUS I I I I
JICTEHE3US TPOMOOIUTONICHHSI, TJIYXOTa
RAG1/RAG2 AP Hapyenue vDJ | { " " N
neuImT peKOMOWHAITNHI
Hedurur Artemis AP [ToBeIIeHHAs I W W N
(RS-TKHMH) 9yBCTBUTEIIBHOCTh K
paauanuu
Heduur ADA AP Pacmmpenne KOCTHO- | 44 W J J
XOHJPATLHBIX COUJICHCHUI
Apyrue KUH
Cunapom OMeH AP DpuTpoaepMus, y,IgE T JIN JIN N/T
(Omenn) renaToCIUICHOMET NS,
H03UHOPUIIHS
Hedurur PNP AP AyTOMMMYyHHas JIN d JIN JIN
TEeMOJIUTHYCCKAs  aHEMMS,
HEBPOJIOTHYCCKUE




HapYIICHUS

Teduuur ZAP70 AP JIN icpg | N N
Hedumur CD25 AP N J N N
(IL2Ra)

Jeduuur CD3y AP N N({CD3) | N N
Hedpunut TAP AP Backymur N dicD8 N N
Teduuur MHCII AP JIN Jicb4 | N N
Hedumur WHN AP Anonernus, MATOJIOTHS | 44 I N J

THUMHYECKOTO SITUTCITHS

XC, X-cuemieHHbli Tun HacnenoBanus; AP, ayrocoMHo-penieccuBHbIl T HacneaoBanus;, TKUH, Tsoxenas koMOMHUpOBaHHAS
UMMYyHHas HenocTaTouHocTh, KMH, komOnaMpoBanHas uMMyHHAas HepoctaTouHocTh,JAK3, Janus kunaza-3; IL, nareprieiikuy,
CD, cluster of differentiation; ADA, aneno3unaesamunasa; PNP, nypunnykicosuadochopuiasza; ZAP, zeta associated protein;
TAP, transporter associated protein; MHC, major histocompatibility complex (rmaBusiii komiuieke ructocopmectumoctn); WHN,
winged helix nude C
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