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uMeHn AOyanu nouu CHHO», K.M.H, JTOIIEHT
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HMasaatoBa C.H. - 3aBenytomas kadgeapoi nerckux oonesneit Ne2 'OY «TTMY
nMeHn AOyanu nuouu CHHO», K.M.H., JOLICHT
®upyzoBa ®.D. - accucteHT kadeapsl nerckux 6onesnein 2 'OY «TTMY umenu
AoOyanu nbuu Cuno»
PacysoBa H.A - [loueHT kadeapbl neAuaTpud W HEOHATOJOTHMH (aKyJabTeTa
MOCIEAUIIIIOMHOTO oOpazoBaHus CamapkaH1CKOTO roCcyJ1apCTBEHHOTO
MEJIUIIMHCKOTO YHUBEPCUTETA.
XycenoBa M.M. - accucteHT Kadeapsl nerckux Ooseszneir Ne2 I'OY «TI'MY
uMeHu AOyanu n6au CuHO»

Bpoxnéunpie ommbOkun ummyHuteta (inborn errors of immunity, IEI)
ABJISIFOTCS BaXKHOW MEJAMKO-COLMAIBbHON MpoOJeMoil B MeauaTpuud B CBA3U C
pazHoOOpa3reM KIMHUYECKUX MPOSBICHUN U PUCKOM TSKETBIX HHPEKIIMOHHBIX U
MMMYHHBIX HapylieHuil. B mocobun mnpencraBieHbl COBPEMEHHBIC JTaHHBIE O
CTPYKType U (GYHKIMSX MUMMYHHOH CHCTEMBI, a Tak)Ke MEXaHU3Max pa3BUTHUS
UMMYHOJACPUIUTHBIX cocTossHM. [lompoOHO paccMOTpeHBbl  KIMHUYECKHE
MPOSIBJIICHUS, TPHUHIMIBI JAUATHOCTUKU M JuddepeHnnanbHoil  TUarHOCTUKH
JaHHBIX 3a0oyieBaHuil y nereid. OcoOoe BHUMaHUE YNEIEHO COBPEMEHHBIM
METO/JaM JICYCHHUS W BeIeHUS TnarueHToB. [locoOue mpeaHasHaueHO IS

CTYJEHTOB, OPAMHATOPOB U NPAKTUKYIOIINX BpayEH.

YTBep:KIeHO U PEKOMEHI0BAHO K M3JAHUI0 Y4eOHO-METOAMYECKUM COBETOM
oy TrMmy um. Adyaaun uoau Cuno

IIporokoa Ne oT 2026 .
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BBEJAEHHUE

Bpoxnénnsie omubOkun ummynutrera (BOW) mnpencraBmstior coboit rpymnmy
TEeHETUYECKU JETEPMUHUPOBAHHBIX 3a00JIeBaHUM, O0YCIIOBIEHHBIX HapyLIECHUEM
OJIHOTO WJIK HECKOJIBKUX KOMIIOHEHTOB UIMMYHHOM CHUCTEMBI, BKJIFOYAs! KIIETOYHBIN
U TYMOpaJbHBII HMMYHHUTET, (arouuTo3 M CHCTEMY KOMIUIEMEHTa. OTH
3a00JIeBaHUs XapaKTEPU3YIOTCS MOBBILIEHHON BOCIIPUMMYKBOCTBIO K HH(PEKIUAM,
ayTOMMMYHHBIMH M ayTOBOCHAJIUTEIbHBIMH  MPOSIBICHUSAMH, a  TaKKe
HOBBIIIEHHBIM  PUCKOM  Pa3BUTHUS  3JI0KAUECTBEHHBIX  HOBOOOpa30BaHMIl.
BpoxnéHable OIIMOKM MMMYHHUTETA SIBJISIOTCS OJHOM M3 BaXXKHEHIIHMX MpoOsiemM
coBpeMeHHOU mneauarpuu. HecmoTps Ha TO, uto OompmmHCTBO (opm BOU
OTHOCUTCSI K pEIKUM 3a00JIEBaHUSAM, MX MEAUKO-COLMAIBHOE 3HauYCHHUE
YPE3BBIYAHO BEJIUKO.

OcHOBHBIE aCTIEKTHI aKTyaJlbHOCTH ITpodseMbl BOU:

BbIcOkass JE€TaJIbHOCTH B OTCYTCTBHE CBOEBPEMEHHOM JMAarHOCTHKU H
aJIeKBATHOT'O JICUECHHS.

be3 TpancnnanTanuu reMatonosTuueckux cTBosIoBbIX KieTok (TI'CK) netu
C TSDKETBIM KOMOMHUpoBaHHBIM UMMYyHOAepuiuTom (TKNH) norubarot B iepBbie
1-2 rona Xu3HU.

3HAUUTENHbHOE CHH)KEHHE KaueCTBa )KMU3HU MAllMEHTOB U UX CEMEN.

YacTele rocnuranu3aiy, He00X0AUMOCTh IIOCTOSIHHOTO JICYEHHSI U OTPaHUYESHUS
B COLIMAJIBHOM aKTMBHOCTH CYLIECTBEHHO BJIMSIIOT HA KAYECTBO JKU3HHU.

Bbicokasg cTOMMOCTh TMATHOCTUKU U JICUEHUS.
MounekyapHO-TeHEeTUYeCKass ~ JUArHOCTHKa, 3aMECTHUTEIbHAs Tepanus
BHyTpuBeHHBIMU UMMYHOTTIOOYyTHamMu (BBUI') u TT'CK TpebyroT 3HaUnTETEHBIX
(MHAHCOBBIX 3aTpar.

HeobxoaumMocTh MOXU3HEHHON 3aMECTUTEIBHOM Tepanmuu Mpu OOJBIIMHCTBE
dopm ITHU]I.

[TarmenTsl ¢ nedexTamMu aHTUTENOOOpPAa30BAaHUA HYXAAIOTCS B PEryJIsIPHBIX
BirBaHusaxX BBHUI' Ha npoTskeHUU BCEN KU3HMU.

Puck TsoKeIbIX OCI0KHECHUM IIPpH BaKIIMHALIKMW JKMBBIMHU BAKIITWMHAMMU.

B Poccun, o maHHBIM perucTpa MepBHYHBIX OMIMOOK UMMYHHUTETa, ¢ 1992
no 2020 rox 3apeructpupoBano 6osiee 2500 naMeHToB ¢ pa3auYHbBIMUA (PopMaMu
I[T1]I. HamuGonee dacTeIMH SBISIOTCS JAe(PEKTHI aHTUTEI000pa3oBaHUSA (OKOJIO
50%), xoMOMHHpOBaHHbIE HUMMYyHOAEPUIUTHI cocTaBisitoT 30%, nedexTs
¢aromurosa — 18%, nedexTsl cucTeMbl KomIieMeHTa — 2%.



Hcropuueckas cripaBka
Hcropust n3ydeHns epBUYHBIX OMMOOK MMMYyHHUTETa HacUUThIBaeT 6osee 70 et
Y TECHO CBSI3aHA C PA3BUTUEM UMMYHOJIOTUU KaK HAYKH.
1952 roa: Ormen bpyToH omucan mepBblid cllydalt araMMarjioOyJuHEMHUH y 8-
JIETHETO MajbyuMKa, y KOTOPOTO MpH 31eKTpodope3e OENKOB CHIBOPOTKH KPOBH
OTCYTCTBOBaJla TaMMa-IJIOOYJIMHOBasg (pakmus. OTO TMOJOXKHIO HAdajao
cucremMaTndeckoMy nyueHuro [T /1.
1954 rop: Omnwucan mepBbI  Cciydald  TSDKEJIOT0O  KOMOWHHUPOBAHHOIO
ummyHoaeduiuta (TKMH) mBeitapckoro tuma.
1959 roa: PobGept 'y mpeaioxkut pa3aeinuTh MMMYHHYIO CUCTEMY Ha KJIETOYHOE
¥ TyMOpaJIbHOE 3B€HO, YTO CTaJI0 OCHOBOM Jjis kinaccudukanuu [T,
1967 rom: PoGept ['yn mpoBen nepByl0 YCHENIHYIO TPAHCIUIAHTAIIMIO KOCTHOTO
mosra nnipu TKUH, oTkpeiB 3py Tpancmuiantronoruu B teueHuu [TN/].
1972 rom: OTKpHIT X-CUEIJICHHBIM THUIl HACIEIOBAaHUS aramMmMaryio0yJuHEMUU
bpyrona.
1980-¢ roabi:  Omnmcanbl  cuHIpombl — Buckorra-Omgpuya, — aTakcuM-
teneanrwdkTazu, Ju Jbxkopmku wu  gapyrue  (GopMbl  KOMOMHHUPOBAHHBIX
UMMYHOI€(PUITUTOB.
1990-e roabi: Hauasio 3pbl MoneKkyasipHO-reHeThdeckor auarHoctuku [TAJL.
NnentuduuupoBanbl T€HbI, OTBETCTBEHHBIE 32 Pa3BUTHE arammarjioOyJInHEMUU
bpyrtona (BTK), X-cuennennoro TKUH (IL2RG) u apyrux ¢gopm.
1999 roa: Co3manue MeXTyHApOIHOTO COKO3a WMMYHOJOTHYECKHUX OOIIECTB
(IUIS), xotopslit perynsipHo oOHoBisieT kiaccudukanuio [T1M]] Ha ocHOBE HOBBIX
T€HETUYECKUX OTKPBITUM.
2000-e roawi: Buenpenue HeoHatanbHOro ckpunuHra Ha TKHWH B pa3Butbix
CTpaHax
(CHIA, Kanana, crpansl EBponibl) Ha ocHOBe onipeenenuss TREC (T-cell receptor
excision circles).
2010-e roapr: Pa3BuTHE TEXHOJOTHN CEKeHUpOBaHUs HOBOro nokojeHus (NGS)
MO3BOJIWIJIO 3HAYUTENBHO YIydmuTh auarHoctuky [IMJ] um unentuduumrposathb
HOBBIC T€HETUYECKUE JE(EKTHI.
2019 roa: Knaccudukamus [UIS Brmrouaet 6onee 400 paznuuasix dopm [TA]] ¢
YCTAHOBJICHHBIMA TE€HETHYECKUMH JedeKTaMu, YTO OTpa)KaeT CTPEMHTEIIbHBIM

nporpecc B IOHNMMaHU MOJICKYJIIPHBIX OCHOB I/IMMYHOI[e(l)I/IL[I/ITOB.



2020-e roapl: Hayano KIMHAYECKOTO MPUMEHEHUSI TEHHOW Tepanuu JJjs JICUCHUS
HekoTopsix hopm [T (X-cuerennsiii TKH, negunut aneHo3uH1e3aMUHA3EI).
OmnpenesieHue NepBUYHBIX OIINOOK HMMYHHUTETA

[lepeuunbpie ommOkun wummynurera (IIMJ]) »3To rpymnma BpOKIEHHBIX,
NPEUMYIIIECTBEHHO  HACIEACTBEHHBIX 3a00JIeBaHUI UMMYHHOM  CHCTEMBI,
XapaKTEPU3YIOIIUXCSI HAPYLICHUEM OJHOTO WJIM HECKOJbKUX MEXaHW3MOB
MMMYHHOU 3alIUThl OpraHu3mMa.

KntoueBsie xapakrepuctuxu [T/

1. T'enetndeckass mnpupoga: OoabmuHCTBO ¢opMm [IN]]  oOyciaoBieHsI
MyTalUsIMU B T€HaX, KOJUPYIOUIUX KOMIOHEHTHI UMMYHHOUN cucTeMbl. K
HaCTOsIIIIeMy BpeMeHU uieHTuduimpoBano 6onee 400 reHoB, MyTalud B
KOTOPBIX MPUBOIAT K pazsutuio [T1/1.

2. PaHHee HavaJlO: TUMUYHBIC MPOSBICHUS BOZHUKAIOT B MJIQJICHYECKOM HIIH
paHHEM JETCKOM BO3pacTe, XOTs HEKOTopbie (opMbl (Hampumep, ooOIIas
BapualOesibHas UMMYyHHasi HEJAOCTaTOYHOCTh) MOTYT MaHU(ECTUpPOBaTH B
ITOAPOCTKOBOM MJIM B3POCIIOM BO3PACTE.

3. TloBbluieHHAas BOCOIPUMMYHMBOCTh K MH(EKIMSIM: OCHOBHOW KIMHUYECKHMA
npusHak 6oasmuHcTBa hopm [TU]]. Xapakrep nndexiuit 3aBUCUT OT TUTIA
MMMYHHOTO JieeKTa.

4. AyTOUMMYHHbBIE U ayTOBOCTIAIIMTENIbHBIC MPOSIBJICHUS: XapaKTEPHBI IS
muorux ¢opm TN (mo 30% mnaunmentoB). Moryt ObITH TEPBBIM U
€JIMHCTBEHHBIM MPOSIBJICHUEM 3a00JIeBaHUS.

5. TloBbIlIEHHBIM PUCK 3JI0KAYECTBEHHBIX HOBOOOPA30BaHMI: y MAlIMEHTOB C
[N /] puck pa3Butus tum@om u apyrux omyxoieit B 100-200 pa3 Boiiie, uem
B 001I1IeH oMY JISIIUY.

6. Ilporpeccupyromiee TeueHue: 0e€3 aJeKBATHOIO JICUCHUS OOJBIIMHCTBO
dopm [11 ] umeroT mporpeccupyroiiee TeUeHNe ¢ pa3BUTHEM HEOOPaTUMBIX
OCJIOKHEHHM.

7. HeoO0X0auMOCTh CHELUAIU3UPOBAHHOTO JI€UEHHs: OOJBIIMHCTBO (HOpM
[TN]] TpeOyroT MOKU3HEHHON 3aMECTUTEILHON Tepaniu Win paTuKaIbHOTO
neuenus (TT'CK, rennas tepamnusi).

BaxxHO pa3nuuuTh MEpPBUYHBIE M BTOPUYHBIE UMMYyHOAEPUIUTH: BTOpuuHbIE
UMMYHOJe(DUITUTHI Pa3BUBAIOTCSl BCJICACTBUE BO3JCHCTBUS BHEIIHUX (haKTOPOB
(uadexknuu, B TOoM uymcie BUWY, HemocTaTOYHOCT, THUTaHUS, MPUEM
MMMYHOCYIIPECCHUBHBIX TPEMapaToB, 3J0KaYE€CTBEHHbIE 3a00JieBaHUs, MOTEPS

Oerka 4Yepe3 MMOYKHU WJIN KUIICYHUK U I[p) B oTauuue ot IICPBUYHBIX, BTOPUYIHBIC



UMMYHOIE(PUIIMTHI BCTPEUYAIOTCS] 3HAYUTENBHO Yalle U, KaK MPaBUJIO, SIBISIOTCA
0OpaTUMBIMU NMPU YCTPAHEHUH BbI3BABILIEH UX MPUUYUHBI.
OCHOBbBI UMMYHOJIOT'HN

Jlisi moHMMaHusg TaToreHe3a IMEePBUYHBIX OIIMOOK MMMYHHTETa HEO0OXOAMMO
3HAHWE OCHOBHBIX NPHHIMIOB (YHKIIMOHUPOBAHUS WMMYHHON CHCTEMBI
YeJI0BeKa. NmMmyHHas CUCTEMa  TMpeACTaBiIsieT  coOoM CJIOXKHYIO
MHOTOKOMITOHEHTHYIO CUCTEMY OpPraHOB, KJIETOK M MOJIEKYJ, 00ECIeYMBAIOIIYIO
3alUTy OpraHu3Ma OT YYXEPOJHBIX areHTOB (ITaTOrE€HOB, OMYXOJIEBBIX KIJIETOK,
AJUTOTEHHBIX TPAHCIJIAHTATOB) U MOJIEPKAHUE TOMEOCTa3a.

Opransl MMMYHHO#l cucTremMbl. VMMyHHass cHUcTeMa YEJIIOBEKa BKJIIOYAET
LIEHTpaJIbHbIC U Nepudeprdeckue TMMQPOUIHbIE OPraHbl, KOTOPbIE 00€CTIEUNBAIOT
pazButHe, AUPPEPEHIUPOBKY U (PYHKIIMOHUPOBAHUE HMMMYHOKOMIIETEHTHBIX
KJIETOK.

HeHTpaJIbHLIe OpraHbl I/IMMyHHOﬁ CHUCTEMbI:

KocTHblii MO03r-MecTo 00pa3oBaHUs BCEX KIETOK KPOBU U3 TeMOMOITHYECKHUX
CTBOJIOBBIX KJIETOK. 3/1€Ch MPOUCXOAUT co3peBanue B-nmumdonuTos. ¥ B3pociioro
YeJI0BEKa Macca KOCTHOTO Mo3ra cocTaBisieT 2,5-3 kr. KpacHbIil KOCTHBIM MO3T
COJIEPKUTCS B IUIOCKMX KOCTAX (TpyAHMHA, KOCTH Ta3za, pedpa) u snuduszax
TpyOUaThIX KOCTEH.

Tumyc (BujIouKOBasi Kejge3a) - IEHTpalbHbI opran T-nmumdornonsa.
PacnionoxeH B nmepeaHeM cpeAoCTeHUU. MakCUMallbHOTO pa3BUTHUSL JOCTUTaET K
MOMEHTY POXKJCHHMS U B paHHEM JeTckoMm Bo3pacte (macca g0 30-40 r), 3atem
MIO/IBEPraeTcss BO3PACTHOM HHBOJIOLMH. B TUMyce NpPOUCXOOUT CO3PEBAHHE
TnuM@poUMTOB M3 KOCTHOMO3IOBBIX MPEIIIECTBEHHUKOB, T[O3UTHUBHAsA U
HeraTuBHas cenekius T-KiIeTok, (JOpMUPOBAHUE IIEHTPATbHON TOJIEPAHTHOCTH K
coOCTBEHHBIM aHTUT€HaM. CTPYKTYpPHO TUMYC COCTOUT U3 KOPKOBOT'O U MO3TOBOIO
BellecTBAa. B KOpKOBOM BelllecTBe HaxonaTcs Hezpenble TuMoruTsl (CD4-CDS-
nBoiHbIe HeraTuBHbIE 1 CD4+CD8+ nBoiHbBIC MO3UTUBHBIE), B MO3TOBOM -3pEJIbIC
onuHapHble no3utuBHbIE T-muMporuThl (CD4+ miu CD8).

Ilepudepuyeckue opranbl HIMMYHHO CHCTEMBbI:

JInmpaTudeckue y3jbl - UHKANCYJIMPOBaHHBIE 00pa30BaHUs PACIIOJIOKEHHBIE 1O
Xony JuM@(aTHYECKUX COCYAOB. BBIMOMHSAIOT (QYHKIHIO OHOJIOTHYECKUX
GuIbTPOB, 3aJCPKUBAIONINX U O0E3BPEKUBAIOIIMX AaHTUIEHBL. B opranuszme
YeJioBeKa HacUUThIBaeTcs okoJio 600 numdaTudyeckux y3ia0B oOuiei Mmaccoit 1 kr.
CTpyKTypHO COCTOAT U3 KOPKOBOTO BenlecTBa (B-kiueTounas 30Ha ¢ Gouukyaamu



U T€pPMUHATUBHBIMU LIEHTPAMH), MapaKOPTUKaJIbHOM 30HbI (T-KiIeTOYHAas 30HA) U

MO3TOBOTO BEIIECTBA (COAEPIKUT IMIA3MATUYECKUE KIIETKH ).

Cene3enka camblii KpynHbIi nepudepudeckuii tumbounanslii opran (macca 150-

200 r). Pacionoxena B neBom nozpedepre. BoimonuseT GyHKINN 1eNOHUPOBAHUS

KPOBHU, UMMYHOJIOTUYECKOTO KOHTPOJIA U (DUIBTpAIIMN KPOBH, YAAICHUS CTAPBIX

APUTPOITUTOB B TPOMOOITUTOB. COCTOUT M3 OesI0M My nblbl (JTUMQOUTHAS TKAHB) U

KpacHOM MyJIbIbl (CHHYCOU/IBI, 3alI0JTHEHHBIE KpOBbIO). benas mynbna coaepkut

T- u B-kiierouHbI€ 30HBI.

MuHgaauHbl — CKOIUICHUS JTUM(OUTHOW TKaHW B OOJACTH HOCOTJIOTKH M

potornoTku. O0paszyoT aumdbosrnuTenuanbHoe koiblio [luporosa-Banbaeitepa.

Bxitouaror HeOHbIE, TTIOTOYHYIO (8JI€HOUIBI), SA3bIYHYI0 U TPYOHbIE MUHIATUHBI.

O6ecneunBarOT MECTHBI UMMYHHUTET CIM3UCTBIX BEPXHUX JAbIXATEIbHBIX My TEH.

Jlumdouanas Tkanb, accouuupoBanuas co causucrbiMu (MALT - mucosa-

associated lymphoid tissue) — nuddys3nsie ckorneHuss TUMOOUTHBIX KIETOK B

CIIM3UCTBIX 000JI0YKax pa3nuuHbix opraHoB. Ilogpasgensercs wHa GALT

(xumeunuk), BALT (6pouxu), NALT (aocornotka). MALT cocTaBisieT OKOJO

50% Bcelt TuMGOUTHON TKaHU OpraHU3Ma U 00ECreYMBAET MECTHBI UMMYHUTET

CIIU3UCTBIX.

IeiiepoBbI OJSIIIKHU - OPraHU30BAHHbBIC CKOIIJIEHUS JTMM(OUTHON TKAHU B TOHKOM
KUIIEYHUKE (MPEeUMYLIECTBEHHO B MOAB3I0MIHON kumike). Conepxat Brierounsle
bomnukynsl u T-kneTounble 30Hb1. Uepes criennanbHblie M-KIETKH OCYIIECTBIISIETCS
3aXBaT aHTUTE€HOB W3 MPOCBETA KUIIIEUHHKA.

Kierku MMMYHHOM CHCTEMBI

NMmmyHHas cucteMa BKIIIOYAET HECKOJIBKO THUIIOB KIIETOK, KaXIblil M3 KOTOPBIX

BBITIONIHACT crnenuduueckue GQyHkuu. Bce KIeTKM WMMYyHHOM CHCTEMBI

MPOUCXOMASAT U3 OOLIEH TeMOMO3TUYECKOW CTBOJIOBOM KJIETKH KOCTHOTO MO3ra.

T-nmumdountsl (CD3+): T-mumponuTtsl cocrapmstor 60-80% Beex TUMQPOITUTOB
nepudepudeckoir kpoBu. Co3peBaloT B TUMyc€ M3 KOCTHOMO3IOBBIX

MPEIIIECTBEHHUKOB. JKCIPECCUPYIOT Ha CBOEH MOBEPXHOCTHU T-KJIETOYHBIN

peuentop (TCR) u wmonexkyny CD3. Iloapa3gensitorcsi Ha HECKOJBKO

(YHKUMOHATBHBIX CYOMOMYJISLINNA:

T-xeanepsol (CD4+ T-nmum¢ouuThl): — [HEHTPAIBHBIE PETYJISTOPHI UMMYHHOTO
orBeta. CocrtaBmsioT 35-55% Bcex T-mumponmroB (600-1500 kmeTox/mKi).

Pacno3nator aHTHrensl, npexacraBieHHble Ha Mosekyinax MHC II knacca.

[Moppazpensatorcs Ha cyonomymnsinuu: Thl (mpoayuupytor IFN-y, akTUBUPYIOT

Makpodaru W KJIETOuHbIM wuMMyHHTET), Th2 (mpomymmpytor IL-4, IL-5,



akTUBUpYOT B-nmumdonutelt u s03unHodunsl), Thl7 (mpomyuupyror IL-17,
obecrieynMBaOT 3allMTy OT BHEKJIETOUHBIX Oaktepuii u rpudo), Tth
(ponnmukynspHBIE XENMephl, MOMOTAOT B-KjIeTkaM B repMUHATUBHBIX LIEHTPAX ).
Hurorokcuyeckue T-mumpouutsl (CD8+ T-nmumponurs): — 3¢ dexkropHbIe
KJIETKH KJIeTouHOoTo uMMyHHUTeTa. CoctaBiisitoT 20-40% T-nmum@ornmtos (300-1000
KJIETOK/MKJ). Pacmo3HaioTr antureHsl, mpenacraBieHHble Ha Moisekyidax MHC I
KJlacca. YHHUYTOXKAIOT KIIETKH, WH(GUUIHUPOBAHHBIE BHUpPyCaMH, OITYXOJIEBbIE WU
AJUTOTEHHbIE KJIETKU MyTeM WHAYKIMU anonTo3a (depe3 neppopuH-rpaH3uMHBIMN
nyTh U Fas-FasL B3aumopeiicteue).

Peryasitopubie T-kierku (Treg, CD4+CD25+FoxP3+): — KOHTpOJHUpYIOT
CUJy HMMYHHOIO OTBETa, MPEIOTBPAlIAIOT ayTOMMMYHHbBIE pEaklHU U
MOoAACPKUBAIOT Tepudeprudeckyro ToiepanTHOCTh. CocrtaBisior 5-10% CD4+
Txkaetok. [Ipoayuupytot mpotuBoBocnanuTenbabie TUTOKUHBI (IL-10, TGF-f).
Hedektsl Treg npUBOAAT K Pa3BUTHIO ayTOMMMYHHBIX 3a00J€BaHUM (HampuMmep,
IPEX-cunapom).
v6  T-mumpouursi: —  wMuHOpHas  nomyisiuua — T-kinetoxk  (1-5%),
skcnipeccupyromias anbrepHaTuBHBIN TUl TCR. TIpeo6nanaoT B anuTeIMaTIbHBIX
TKaHsaX. O0ecreynBaOT paHHUN UMMYHHBIN OTBET Ha UH(EKIUIO.
B-nmumdomurer  (CD19+, CD20+): B-numdorutel coctaBisior 5-20%
mumporutoB mnepudepuyeckoit kposu (100-500 ximerox/mki). Co3peBaroT B
KOCTHOM MO3Te. DKCIPECCUPYIOT Ha MOBEpXHOCTH B-kneTounslii penentop (BCR)
— MeMOpaHHy (opMy UMMYHOrJI0OyIMHOB. OcCHOBHas (yHKUUS-TPOAYKIUS
aHTuTeNn (MMMYHOTTIOOyMHOB). Pacno3naBanue antureHoB ¢ momoibio BCR
IIpe3enTanns anturenos T-xenmnepam
HuddepenuupoBka B IUIa3MaTUUECKUuE KIETKU-3G(EKTOPh T'yMOPaIbHOIO
MMMYHHUTETA, IPOIYLIUPYIOLINE aHTUTEA.
®opmupoBanue B-kneToxk mamsaTH, 00eCTEUMBAIONIUX OBICTPBHIM BTOPUYHBIN
VMMYHHBIA OTBET
[lepexntouenue kiaccoB uMmmyHoriaooynuHoB (¢ IgM na IgG, IgA, IgE) mon

BHHﬂHHeNIHHTOKHHOBIIBSaHMOHGﬁCTBHﬂ(DTxerHepaMH

Harypaabnbie kniiepsl (NK-kierku, CD3-CD16+CDS56+):
NK-kmetkn cocrapmsitor 5-20% numdbonuros nepudepudeckoit kpopu (100500
KJIETOK/MKT). OTHOCATCS K CHUCTEME BpPOXJACHHOTO MMMyHHTeTa. He TpeOyroT
MPEABAPUTEILHON  CEHCHUOWJIM3AIIMU  JIJIE  TPOSIBICHUS  ITUTOTOKCHYECKOU

AKTHUBHOCTH.
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*  VHUUYTOXXEHHE BUPYC-UHPULUPOBAHHBIX KIETOK U OIyXOJEBBIX KIETOK
e Pacno3HaBaHue KJIETOK-MUIIEHEH C MOMOUIBIO OanaHca aKTUBUPYIOUIUX U
MHTUOUPYIOLINX PELIETITOPOB

* AHTUTEN03aBUCUMAas KJIETOYHasl HUTOTOKCUYHOCTD (A3KL)
e Ilponykums IFN-y n npyrux OMTOKMHOB, aKTUBUPYIOIIHUX JPYTUE KIIETKU
UMMYHHOU CHCTEMBI

8-9 Hexenb recraluy — NOSIBJIEHUE CTBOJIOBBIX KPOBETBOPHBIX KIIETOK

* 10-12 Henens — hopMupoBanue Tumyca, Hadano T-nmumdononsa

* 12-14 menens — nosiBnenue B-mumdornToB B meyeHu mioaa

e 15-16 Henenp — B-muM@oUUTHI TOSIBISIOTCA B KOCTHOM MO3Tre

e 20 Henenb — HaYaIo0 CUHTE3a COOCTBEHHBIX MMMYHOTTI0O0YIMHOB (IgM)

e 22-24 wenpenu — pOpMUPOBAHUE TEPMUHATUBHBIX [IEHTPOB B JINM(OUIHBIX

opraHax
* K momeHTy poxaeHus: — QyHKIIMOHAIBHO HE3pesias UMMYyHHAasi CUCTEMA
Kpurnueckue nepuobl pa3BUTHS MMMYHHOM CHCTEMbI:

Ilepuoa HoBopo:xkaenHoctu (0-29 nueit): IlaccuBHBII UMMYHMTET 34 CYET
matepuHckux [gG. Huskas aktuBHOCTH (aronurosa. HemoctaTouHOCTh CUCTEMBI
komruiemMeHTa (50% oOT ypoBHS B3pOCHbIX). PHUCK TPOSIBICHUSA TSKEIBIX
koMOuHupoBaHHbIXx ~ uMmyHonebunuroB (TKHMH). YV HOBOpoXIeHHBIX
npeobnanatoT Th2-0TBETHI.
3-6 mecsineB: Kataboau3mM MaTepuHCKUX aHTUTEN (IEpHoJ '(GpU3HOIOTHYECKON
runoramMmmarioOynmuaemun'). Hauano akTuBHOTO cuHTe3a coOcTBeHHBIX [gG.
Makcumanbhbiii puck npossienns TKIH u tsokensix hopm KoMOMHHPOBAHHBIX
N/1. Hauano BBeaeHUs1 MpUKOpMa U U3MEHEHNE MUKPOOMOTHI KUILIEYHUKA.

2-3 ropa: opMUpOBaHHE MECTHOTO MMMYHHTETA CIU3UCTBIX. Co3peBaHue
IgG-oTBeTa. Pacmmpenue colraibHbIX KOHTAKTOB, yBelnueHue yactotel OPBU.
Bo3moxxHOCTh  BbIsIBIICHUS Je()EKTOB  aHTUTEI000pa30BaHUS.

4-6 ner: [Joctmxenue B3pocibix ypoBHer IgG. [Iponomxenue co3peBanus IgA
(mocturaer B3pociblx 3HaueHu k 10-12 romam). YBenudeHHUE KOHTAKTOB C
WHDEKIUIMHA B JETCKUX KOJIJIEKTUBaX. BO3MOXXHOCTH BBISBICHUS JIETKUX (HOPM
I[TA]. Ilyoeprarubiii mepuoa (12-16 Jjer): ['opmoHanbHas nepecTpouka.
NuBomonus tumyca. M3MeHeHHe COOTHONIEHHUS CYONONmysiuid JTUMQOIUTOB.

Bo3moskHa ManudecTarus ayTOUMMYHHBIX MIPOSIBIICHUH TTPU HEKOTOPBIX (popmax
IMA.
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Taoauna 1. Knaccupukauus Bpoxxkaénnbie ommdook ummynurera nmo [UIS (2019)

['pynma no TUIS Kpatkoe Ha3zBanue KonuuectBo | [Ipumepsl 3ab60neBanumii

HedexTor KomOunupoBanHbie 61 Tsoxensiid

HMMMYHHTETA C I/IMMyHOJ:[eq)HuHTLI HO30JI0TUs K0M6I/IHI/IpOBaHHbII71

KJIETOYHOU W/WJH U (TKUH), cuanpom

I'yMOpPalIbHOM Owmena, neduumnr

HEZ0CTaTOYHOCTHIO RAGI/RAG2

KomOunMpoBaHHBIE N]I c ocobeHHOCTSIMU 55 Cunapom

Uic pa3BUTHS Ho3oJsioruii | BuckorraOunnpuya,

acCcoMMpOBaHHBIMH aTaKCHUATEIICAHTUDKTA3UA,

nin cunapoM u Jlxopaxu

CUHPOMAJIbHBIMU

MIpU3HAKaMu

[IpenmyiiecTBEHHO Hedextsr B-kireTok 36 AramMMario0yJInHeMus

nedexTh Ho3ojoruii | Bpyrona, OBUH,

aHTUTEN000pa30BaHUA CEJICKTUBHBIN JeULIUAT
IgA

3aboneBaHus ¢ AytonmmyHHBIe/TUMoTpon | 37 ALPS, IPEX,

UMMYHHOU bepaTtuBHbBIE HO30JIOTUH | reMo(arouuTapHbIi

JUCperyJsiueit JAUM(POTUCTHOLIUTO3

Bpoxnennsie JedekTsl haromurosa 36 XpoHuueckas

neeKThl Yuciia u/uin HO30JIOTHI | I'paHyJIeMaTO3Has

¢byHKIMN GarouuToB 0011€3Hb, neuuT
aAre3uy JEHMKOLMTOB,
cunzpom Yennaka-
Xuracu

HedekTo JledekTol pacrio3HaBaHMs 44 Hedextsr TollmogobubIx

BPOKIEHHOTO IIaTOTE€HOB HO30JI0TUU | peunentopos, MSMD

UMMYHHTETa

AytoBocnanurtenbHbie | JlepekTsl perynsnuu 34 [lepuonnueckas 605e3Hb,

3a0oseBaHus BOCHAJICHUS HO30JIOTUU | CUHAPOMBI
MIEPUOANYECKON
JUXOPaIKU

JleeKThl cuCTEMBI JleeKxThl KOMITTIEMEHTa 31 Hedunut C3, nedpumur

KOMILJIEMEHTA HO30JIOTUSl | MPONEPIUHA, ATUITUYHBINA
rvc

®enoxonuu [TN]] AyToaHTHUTENA TPOTUB 7 AHTH-IFN-y

[IUTOKWHOB HO30JIOTUH | ayTOaHTHUTENa
bonesnu ¢ JledeKThl KOCTHOMO3TOBOTO 9 Anemus ®ankonu,
HapylLIeHHEM KpOBETBOPEHUS HO30JIOTUH | BPOKIEHHBIN AUCKEPATO3

pEryJsiiuA KOCTHOTO
Mo3ra
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KJIACCUPUKALIUA NEPBUYHBIX UMMYHOIE®UIIUTOB

Knaccuduxkarus MEPBUYHBIX V111 (0N MMMYHHUTETA MOCTOSIHHO
COBEpPUICHCTBYETCSI 1O MEpPE HAKOIUIEHUSI 3HAHUM O TEHETHYECKUX U
MMMYHOJIOTHYECKMX OCHOBaX »JTUX 3a0oyieBaHWil. MEXIyHApOIHBIM COMO3
ummyHosiornaeckux ob6mects (IUIS) perymsipro oOHOBIseT Kiaccu(UKAIUIO
[N /] Ha ocHOBE HOBBIX MOJIEKYJISIPHO-T€HETHUECKUX OTKpbITUH. Kitaccudukaims
IUIS 2019
Cornacno knaccudukanuu I[UIS 2019 roga, Beigensior 10 OCHOBHBIX Tpymmn
NEPBUYHBIX OMMOOK UMMYyHHUTETa, OObenuHsaonmx Oonee 400 pa3IUyHBIX
HO30JIOTHYECKUX (JOPM C YCTAaHOBIICHHBIMHU T€HETUYECKUMH JTe(peKTaMHu.
BaxxHo otmMeTuTh, 4TO pasznnunbie rpynnsl [ TN/ BcTpedaroTes ¢ pa3HOM 4aCTOTOM.
Hauboinee pacnpocTpaHeHHBIMU SBISIIOTCS 1ePeKThl aHTUTEN000pazoBanus (50-
60% Bcex IIMJl), manee cienyroT KOMOMHHMpPOBaHHblE MMMYyHoAehuuuThl (20-
30%), nedextsl paromurosa (10-15%), nedextsl cuctemsl kommmiemenTa (1-2%).
Knaccupukanusa no MmexanuzmMmam
C npakTuueckoi TOUKH 3peHust ynooHa kiaccudukanus [Nl mo ocHoBHOMY
MEXaHH3My UMMYHHOT'O HapyIlIeHHs], TAK KaK 3TO OMPEIEIeT KIMHUYECKYIO
KApTUHY U MOJXO]I K THarHOCTHKE.

HedexTnl rymopanbHoro (B-K/jieTo4HOro) MMMYHHTETA
XapaKkTepu3yrTCsl CHUKEHUEM YPOBHS UMMYHOTJIOOYJMHOB W/WJIM HapyIIEHUEM
MPOAYKIUU cneuuduueckux anturen.  KinnHudecku MPOSIBIISIFOTCS
PELUIUBUPYIONIUMU OaKTEpUATbHBIMU HHQEKIUSIMU (MMTHEBMOHUU, CUHYCHTHI,
OTUTBHI, MEHUHTUTHI), BBI3BAHHBIMU HWHKAICYJIUPOBAHHBIMU  OaKTEPUSIMHU
(THEBMOKOKK, reMOo(uIIbHas MMaoyuKa).

OcHogHble HO301102UU.!

» X-cremnjeHHas arammariiooyiuHemus (6osie3ub bpytona)

* OOmas BapuabenbHas UMMYyHHast HetoctatouHocTh (OBHUH)

* CenextuBHbIl aeuut IgA

* T'unep-IgM cuHapoMBI

* Cnernuduuecknii neUIUT  aHTUTE  NPU HOPMAIBLHOM

YPOBHE UMMYHOTJIO0YJIUHOB

HedexTnl KiIeTo4HOro (T-KI1€eTOYHOr0) MMMYHHMTETA
XapakTepu3yrTCs CHUKEHHEM KOJIMYeCTBAa W/WIM HapylieHueM (QyHKIUU
TrmumdonuToB. KnuHudecku mposBIISIFOTCS TSHXKETBIMU BUPYCHBIMU, TPUOKOBBIMU
UH}pEeKIusIMU, uHpeKIUIMU, BBI3BAHHBIMU YCJIOBHO-TIATOT€HHBIMU
Mukpoopranuzmamu (Pneumocystis jirovecii, [IMB). Ocnosnuie Hozonozuu:

e  Cungpom u Jlxxopmxu
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* ZAP-70 nedurmr

*  Jlebunur MHC II xmacca
KomOuHupoBaHHbIE MMMYHOE(PUIIUTHI
OnnoBpemenHoe HapyuieHue QyHkiuu T- u B-mumdouuros. Hanbonee Tskemnas
rpynna [TN]] ¢ Beicokoi netanbHOoCcThIO 0e3 TT'CK.

OcHoeHvie HO30102UlL:

*  Tsoxensiit koMOuHUpoBaHHBIA UMMyHOAepuIHT (TKHUH)

* Cungpom Buckorra-Onapuua

* ATakcus-TEJICaHTMIKTA3USL

* Cunngpom Hulimeren
HedexTnl parouurosa
Hapymienne  QyHKuum  HEWTpOPWIOB  W/MWIM ~ MOHOLMTOB/Makpo(daros.
XapakTepHbl TsKenble OaKkTepHalibHble W TPUOKOBBIE HH(PEKUIUU, OCOOEHHO
cTa(pUIOKOKKOBBIE U acnieprusuiesubie. OcHOGHbIE HO30M02UU:

* Xponuueckas rpanyiemaro3tas 6ose3Hb (XI'b)
* Jlebunur agre3uu neiikonutos (LAD)

*  Cungpom Yenunaka-Xuracu

* [{uxnuueckas HEUTPOIICHUS

* Bpoxnaennas HeuTponenus Koctmanna

JedekThl cHCTeMbI KOMILUIEMEHTA
Hapymienue knaccuueckoro, anbTEpHATUBHOTO UJIU JIEKTUHOBOTO Iy TH

aKTUBalMK KOMIJIeMeHTa.  [loBbilieHHas BOCIIPUUMYHUBOCTh K
HHpEKIUIM (0cO0EHHO MEHMHTOKOKKOBBIM) W/WJIM Ay TOUMMYHHbBIE
MPOSIBJICHHSI.

OcHoBHbIe HO30102UU:
*  Jedunur C3
* Jlebunur nponepauHa
* Jlebunut TepMuHATBHBIX KOMIIOHEHTOB (C5-C9)
*  Jedbuuur MBL
* HacnexactBeHnnblii anrnoneBpoTuueckuit orek (aepunut C1-uHruéuTopa)
SIMMNAEMUAOJIO0OI'UA MTEPBUYHBIX MMMYHOAE®UIIUTOB
ONUAEeMHUOIOTUS IEPBUYHBIX OLIMOOK MMMYHHUTETA IPECTaBISIET COO0M
aKTUBHO  pa3BUBAIOINIYIOCS 00J1aCTh 3HaHUH, JTaHHBIE KOTOpOH
MOCTOSIHHO YTOYHSIOTCS OJ1arofjapsi COBEpIICHCTBOBAHUIO TUArHOCTUUYECKUX

BOSMOH(HOCTCﬁ, BHCAPCHHUIO MOJICKYJIAPHO-TCHETUYCCKUX METOJOB
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HCCJICAOBAaHUA U IMTOBBIINICHHUIO OCBCAOMIICHHOCTHU Bpaqeﬁ 0 HaHHOﬁ rpymnre

3a00JIEBAHUM.

Taouauna 2. Yacrora BcTpeyaemMocT pasanuibix popm BOU

®opma BOU Yacrora IIpumeuyanue
Bce dopmer TTN]] 1:10 000 100 000+
JIMarHOCTUPOBAHHBIX
JedexTs 1:20 000 Camas yacras rpymnmna
AHTUTEI000pa30BaHUS (5060%)
TKWH 1:50 000 - 1:100 000 TpeOyeT HEOHATAIBHOTO
CKpUHHUHTA
CeneKTUBHBIM 1:500 - 1:700 Yacto 6ecCMMITOMHBIN
nepunur IgA
OBUH 1:25 000 - 1:50 000 Mosket MaHu(pecTUpOBaThH
BO B3pOCJIOM BO3pacTe
XI'b 1:200 000 - 1:250 000 X-cuerieHHas (popma yare
Hedextsl komrementa | 1:100 000 Penxue dopmbl

PacnipocTpaHeHHOCTh TEPBUYHBIX OMIMOOK MMMYHHUTETAa B OOIIEH MOIMYJISIUU
BapbUpyeT B IIMPOKUX Mpelesiax B 3aBUCUMOCTH OT PETHOHA, JOCTYMHOCTU
MEIUIMHCKOM TOMOIIM M METOAOB peructpanuu. I[lo JaHHBIM pa3IUYHBIX
rcclieIoBannil, cymmapHas yactora Bcex gopm [IN]] cocraasier ot 1 cinyuas Ha
10 Teicsy no 1 ciywas Ha 500 >xuBOpokaeHHBIX AeTed. Haumbosiee TouHbIe
AMUJIEMHUOJIOTUYECKHE JaHHbIE MOJYy4YEeHbl B PA3BUTHIX CTpaHaX C XOPOIIO
OpraHU30BaHHBIMU PETUCTPAMHU MAIIUEHTOB ¢ UMMYyHoaepuiutamu. B EBpone u
CeBepHoil AMepuke pacnpoCTPaHEHHOCTh KIMHWYECKH 3HauuMbix [IA]]
onenuBaercs kak 1 ciyuait Ha 1200-2000 Hacenenus. B pazBuBarommxcs cTpaHax
uctuHHas 4acrora IIMJI ocraercss HEW3BECTHOM M3-3a HEOOCTAaTOYHOM
JTUATHOCTUKHM, BBICOKOM  MJIQJICHYECKOW CMEPTHOCTH OT HUH(PEKIUd
OTPaHUYEHHOTO JOCTYIIA K CIEUUAIN3UPOBAHHON MEIUIIUHCKON TOMOIIH.

CtpyKTypa NepBUYHBIX OIMMOOK UMMYHHUTETA MO TUIIAM UMMYHHBIX HapyIICHUI
JEMOHCTPUPYET mpeobiiaganue onpeneaeHHbXx (Gopm. JlepekTsl TyMopanibHOTO
UMMYHUTETA SBIISIIOTCSA HauboJiee paclipoCTpaHEHHOM rpymnmnoi, coctapisag oT 50
no 60 mpouentoB Bcex ciywaeB I[IM/]. Cpeam HUX ceneKTUBHBIN aeQUIIUT
UMMYHOTJIOOyIMHA A SIBIIIETCS CaMO# 4acToil (hopMoii ¢ pacpoCTpaHEHHOCTHIO
1 cayyait Ha 300-700 yenoBek B €BpONEHCKON MOMYJISUU, XOTS y OOJIbIIMHCTBA
HOCHUTENEH 3TOro nedeKkTa KIMHUYECKHUE MPOSIBICHUA OTCYTCTBYIOT. OOras
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BapuaOebHasi UMMYHHAasi HEJOCTaATOYHOCTh BCTPEYAETCS C 4acTOTOM 1 ciydaii Ha
25-50 ThICSY UENOBEK U SBIIAECTCS HanOoJee YacTol GopMOil CUMIITOMATHYECKOTO
[N 1 y B3pocabix. ArammariaoOynuHemusi bpyTona peructpupyercs ¢ 4acToToi 1
ciay4dait Ha 100-200 ThICSY )KMBOPOXKAECHHBIX MAILYUKOB.

KomOuanpoBaHHbIe HMMYHOAES(PUIIUTHI COCTABIAIOT OT 15 10 25 Mpo1eHTOB BCex
ciydaeB [IM]] n xapaktepusyroTcs HambOojee TSKEIBIM TEUCHUEM. T SKEeTbIN
KOMOMHHUPOBAHHBIN UMMYHOIe(PHUITUT BCTpeuaeTcs ¢ yacToToi 1 ciyyaii Ha 50-100
TBICSY HOBOPOJKJICHHBIX, XOTS B HEKOTOPBIX IOMYJSIIUAX C BBICOKOM 4YacTOTOM
OJIM3KOPOJCTBEHHBIX OPaKOB PACIIPOCTPAHEHHOCTh MOXKET JJOCTUTaTh 1 cirydast Ha
10 ThIcay. Cunapom Buckorra-Onapuya peructpupyercss ¢ yacrotod 1-10
CIydyaeB Ha MWUIMOH JKMUBOPOXKICHHBIX MaJIbuuKOB. CHHAPOM THIED-
UMMyHOTJIOOyiMHa M BcTpewaeTcss ¢ 4acToTol 2 ciy4as Ha MHJLIHOH
AKUBOPOXKACHUHN 1151 X-CUEIIIEHHON (DOPMBI.

Hedextbl parouutapHOi CUCTEMBI COCTaBIISIIOT OK0JIO 10-15 mpoieHTOB Bcex
[MN/]. Xponuueckas rpanyjiemMaTo3Hasi 00Jie3Hb BCTPEUaeTCs C YacTOTOM 1 ciryydait
Ha 200-250 TeICAY KUBOPOXKAECHUM, NMpUYeM OKOJO 70 MPOUEHTOB CIIy4acB
MPUXOAUTCS Ha X-CLEIICHHYIO (hopMy, MOPAKAIONIYI0 MalbUYUKOB. [{ukinueckas
HEHUTPOIIEHHUsI PETUCTPUPYETCS C 4acTOTOW | ciyyall HA MUJUIMOH HAcCEJICHHUS.
Cunapom YegmakaXuracu U CUHAPOM ['pucHenm SBISAIOTCS KpalHE pPEIKUMU
3a0osieBaHusAMU.  JleeKTbl CUCTEMBI KOMILJIEMEHTAa COCTAaBISIIOT OKoOJio 1-2
npoueHtoB Bcex caydaeB [IMJ[. JlepuuuT KOMIOHEHTOB TEPMHUHAIBHOTO
KOMIUIEKCAa KOMIUIEMEHTA BCTpewaeTca ¢ vactorod 1-2 cmydas Ha 100 ThICSY
HaceJeHUsI B OOJBITUHCTBE TMOMYJISALUNA, OJHAKO B HEKOTOPBIX M30JIMPOBAHHBIX
MOMYJISILMAX YacTOTa MOXET OBbITh 3HAYUTENbHO BbIIE. HacneacTBeHHBIM
AHTHOHEBPOTHUYECKUN OTEK, CBA3aHHBIM C jpepuiuTom win AUChHyHKIUEH
unruoutopa Cl-3ctepasbl, peructpupyercs ¢ gactorod 1 ciyuait Ha 50 ThicsSY
YEJIOBEK.

JedekTsl BpOXKACHHOTO HMMYHHTETa M ayTOBOCHAIUTENIbHBIE CHUHIPOMBI
cocTaB/sAlOT okoyno  5-10 mpouentoB Bcex [IMJI. Mennenupytomas
MPEAPACIIONOKEHHOCTh K MUKOOAKTEpUAIbHBIM UH(PEKIMSIM BCTPEUaeTCs PEAKO,
TOYHAs 4aCTOTAa HEM3BECTHA, HO OLIEHUBAETCSA B HECKOJIBKO CIIy4acB Ha MUJIJIMOH.
CeMeilHbIl CpeIM3EMHOMOPCKUI MEPUOANYECKUN CUHAPOM SIBIIsieTCA Hauboliee
YacThIM ayTOBOCHAIUTEIBHBIM 3a00jeBaHreM ¢ 4yacToTo 1o 1 ciyuas Ha 500
YEJIOBEK CPEI HEKOTOPBIX 3THUYECKUX Ipynn Cpeanu3eMHOMOpPBDS.

CwmeptaocTs oT [TIH]] ocTaeTcs BEICOKOM, 0COOEHHO B Pa3BUBAIOIINXCS CTPaHAX U
NpyU  TO3AHEW  JWMAarHoctuke. be3  aJeKkBaTHOTO  JIEYEHHUS  TSIKEIbIA

KOMOMHHPOBaHHBIA HIMMYHOA€(DUIIUT MPUBOAUT K CMEPTH HA IEPBOM TOAY >KU3HH
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B NPAaKTUYECKU CTa NMPOLEHTax ciy4acB. [Ipu CBOEBpEMEHHON NHArHOCTUKE H
IPaBUIBHOM JICUEHHH, BKJIIOYAsl TPAHCIUIAHTALUIO TEMOIIOITUYECKUX CTBOJIOBBIX
KJIeTOK, BepKkuBaeMocTh npu TKHUH nocturaer 70-90 mpormenTos. st nedexTon
TYMOP&JIBHOIO HMMMYHHMTETA IPU aJE€KBaTHOM 3aMECTUTEIBHOM TEpaIHH
MMMYHOTJIOOYJIMHAMU TIPOTHO3 3HAYUTENBHO YIYUIIHICA, U MHOTHE TMalleHTHI
JOCTHUTalOT B3POCIOr0 BO3pACTa ¢ NPHUEMIIEMbIM KauyeCTBOM >KU3HU. OCHOBHBIMH
OpUYUHAMH cMepTH nauueHToB ¢ [I1]] sBnstorcs Tsxkenple MHPEKIUN, 0COOEHHO
pecnupaTopHble, pPA3BUTHE XPOHUYECKUX OPOHXOJETOYHBIX 3a00JIeBaHMIA,
mumdonposnpepaTuBHbIE 3a00JIEBaHUS U 3JI0KAYECTBEHHBIE HOBOOOpA30BaHUs, a
TaK)K€ ayTOMMMYHHBIE OCJIOKHEHUS MTPH HEKOTOpbIX hopmax [T1/].

ONUIEMHOJIOTUYECKUE JaHHBIE O MEPBUYHBIX UMMYHOAEPUIUTAX MPOAOTKAIOT
HAKaIUIMBAaTbCS U YTOYHATHCS, YTO UMEET BAXKHOE 3HAYCHUE Ul IUIAHUPOBAHUSA
MEJMIMHCKON MOMOIIM, OpraHU3allMi CKPUHUHTOBBIX IPOrpaMM U pa3pabOTKu
HOBBIX METO/IOB JICUEHUS ITOM TPYIIIbI 3a001€BaHUIM.

KIMHUYECKHUE ITPOABJIEHUSA IEPBUYHBIX UMMYHOJAE®PULIUTOB

Knuaudeckue nOposBiICHUS MEPBUYHBIX ONIMOOK HWMMYHHUTETa Ype3BbIYAMHO
Pa3HOOOpa3HbI M 3aBUCAT OT THUIIA UMMYHHOTO JiepexTa. OCHOBHBIM IIPOSBICHUEM
oonpmHcTBa (Gopm ITINJ[ sBasieTcs TNOBBINIEHHAs BOCIPUUMYHUBOCTh K
UHQEKIUSAM, OJIHAKO TaKkKe XapakTepHbl ayTOMMMYHHBIE, aJlJIEPTUYECKUE,

ayTOBOCIAJUTENbHBIC U TUMPOTPOTU(pEPATUBHBIE CHHIPOMBI.

OO0uue Npu3HAKH MMMYHOAe(PUIIUTOB
[Ipu nmomo3peHnn Ha MEPBUYHBIA UMMYHOIeDUIUT ciieyeT oOparaTh BHUMaHHUE
Ha ClieyIolre 0COOCHHOCTH MH(MEKIIMOHHOTO CUHAPOMA:
» [loseimennas yactora undekuuii (6onee 8§ snuzonoB OPBU B roa y nereii
JIOIIIKOJILHOTO BO3pacTa, 0osiee 6 AMM3010B Y IMIKOJIHHUKOB)
* HeoObiunass  TskecTh  MHGEKIMI  (TpeOYyOMMX  TOCHUTAIU3ALNH,
BHYTPUBEHHOW aHTUOMOTUKOTEPATTUHN )
* HeoObuHass mNPOMOIKUTENLHOCT, HWHGEKIUN  (3aTSHKHOE — TEUCHHE,
oTCyTCTBUE d(DeKTa OT CTaHIAPTHON Teparnuu)
* HeoObrunsie BO30OyAUTENN (YCIIOBHO-TTAaTOTE€HHBIE
MUKPOOPTaHU3MbI, ONTIOPTYHUCTHYECKUE UHPEKITUH )
* HeoOblynas nokanuzanus WHGEKIUA (MHOXKECTBEHHBIE  a0CIEeCChl

BHYTPEHHHX OPTaHOB, OCTEOMHEIIUTHI)
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* Hamuuue ocnoxHeHUW OOBIYHBIX WHGEKUMHA (MACTOMIUT IOCIE OTHUTA,
abcIiecc JIETKOro Mocie MHEBMOHKH )

* CemeliHBIM aHaMHE3 HMMYHOJE(MUIIMTA WM paHHEH CMEPTHOCTU OT
uHp ek

Pucynok 1. Tsaxenblii KoOMOMHUPOBAHHBIN HMMYHOAe(PUIHUT

gl
oy /

Mnaoenywr ¢ TKH]

* OrcraBanne B (U3HUECKOM pa3BUTHM Ha (OHE PEIUIUBUPYIOMINX
nH(peKui

Pucynok 2. Xponnyeckasi rpaHyJieMaTo3Has 00J1e3Hb
F "

e Pa3BuTHE TOKEIBIX OCIOKHEHUN TOCIIE BaKIIWMHAIIUU KUBBIMU BAKIITMHAMU
(BLDXK, OIIB)

18



Kpacnsie ¢pnaru" quarnoctuxu [T ]]

Jeffrey Modell Foundation pa3pabotan 10 HacTopakuBarouux Npu3HaKOB
("kpacHbIx (iaroB"), Hanuuue 2 u 0Oojiee U3 KOTOPHIX TPeOyeT YIriIyOJIEHHOTO
UMMYHOJIOTHYECKOT0 00CIIeIOBAHUS.

Taouauna 3. 'Kpacnble pyiaru' 1TMarHoCTUKHU NEPBUYHBIX OIIMO0OK MMMYHUTETA

Ne | HacropaxuBaromui npu3HaK

8 1 0oJice THOMHEBIX OTUTOB B TCUCHHUE roga

2 1 0oJiee TSHKENBIX CHUHYCHUTA B TCUCHUC I'0Odad

2 1 0oJjiee MTHEBMOHUHN B TCUCHHUE roga

PeumauBupytoiye riryookue adbcrecchl Wik (piaerMOoHbl

1
2
3
4 | 2 u 6osee TIyOOKHX a0cIiecca KOXKHU WIM BHYTPEHHUX OPTaHOB
5
6

[Tepcuctupytolias MOJIOYHHUIIA ITOJOCTH PTa WK TPUOKOBOE MOPaKEHUE
KOXHM y JieTel crapuie 1 roga

7 | Heo6x01uMOoCTh BHYTPUBEHHOTO BBEICHUSI aHTUOMOTUKOB J1JIS
KYITHUPOBaHUS WH(PEKIIHIA

8 | 2 u 6onee rmyookux MHGEKIUN (MEHUHTUT, OCTEOMHENIUT, CETICHC)

9 | OrcTaBaHue B pocTe U pa3BUTHH peOEHKA

10 | Hainuue nepBUYHOr0 UMMYHOEDUIIUTA B CEMEMHOM aHAMHE3€

HOHOJ’IHI/ITGHBHBIG HaCTOPAKUBAIOMINUC IIPU3HAKHU Y IIeTeﬁ IICPBOI'0 IoJa KU3HU:

*  BIDK-ut, nuccemunnpoBannas bBLDK-undexms

* Tspkenbple BHUpPYCHble HH(EKUUU (TSKEIOE TEUEHHE BETPSIHOM OCIBI,
nuccemunupoBanHas [IMB unu BIIT undekius)

e XpoHHUECKas auapes ¢ OTCTABAHUEM B BECE

* OTCyTCTBHE TEHU TUMYCa Ha PEHTI€HOTPAMME OPraHOB IPYIHOM KIETKU

* Jlumdponenus (menee 2000 mumdOOIUTOB/MKIT)

* T[unoxansrmemudeckue cynoporu (npu cuuapome u Jxopmxn)

* Dk3ema B COYETaHuu ¢ TpoMOouuTonenue (cuaapom Buckorra-Ongpuya)

* Ilynounas rpanysemMa, o3AH ee oTnajeHue mynoBuHHoro ocratka (LAD)

Kiaunuka nepekroB ryMopaibHOI0 MMMYHHUTETA
Hedektsl rymMopaibHOro UMMyHHUTETa (A€PEKThl aHTUTEI000pa30BaHUS)
coctapisitoT  HauOosee uactyto rpymmy [IMJ] (50-60% Bcex cmyuaes).
Knunandeckass  kapTWHAa  ONPEAENSETCS  HEBO3MOXHOCTBIO  MPOIYKITUH
3¢ ()EKTUBHBIX AaHTUTET TIPOTUB OAKTEPUATHHBIX AHTUTCHOB.

XapakrepHble HHPEKIUM:
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* PenuauBupyronpe OakTepuaibHble HHQEKIMM BEPXHUX W HIDKHUX
JBIXaTEeNbHBIX MyTeH (PUHOCHHYCUTHI, OPOHXUTHI, THEBMOHHUH )

* Uudexnun, BEI3BaHHBIE MHKATICYIMPOBAHHBIMU OaKTepusiMu: Streptococcus
pneumoniae, Haemophilus influenzae, Neisseria meningitidis

* bakTepuanbHbIe MCHHHTUTHI

* CenrulemMun

* XpOHHYECKHE OSHTEPOBHPYCHbIE HH(MEKIUU (MOXET TPHUBOAHUTH K
SHTEPOBUPYCHOMY MEHHHTO3HIIE(ATUTY)

* Wudexuuu, Ber3Banusie Mycoplasma u Ureaplasma

e XpOHUYECKUH JSIMOJINO03 KUILIEYHUKA

XpoHHYeCKHE OCT0KHEeHHS NMPHU AeQeKTaxX AaHTUTEJI000paA30BaAHUA:

* bponxoskrarnueckass 0oyie3Hb (MPU MO3JAHEN JUATHOCTUKE U OTCYTCTBUU
3aMECTUTENIbHON Tepanum)
* XpOHUYECKHUN CHHYCHUT C MOJIUII030M HOCA
*XpOHUYECKUN CPEAHUN OTUT C TYTOYXOCTBIO
*ManbsabcopOnusi, XpoOHUYECKAs Auapest
* AyYTOMMMYHHbIE TpOsIBICHUS (AyTOMMMYHHasi LMUTONEHMS, AapTPUTHI,

BOCHIAIMTENIbHBIE 3a00JIeBaHMS KUIIEYHHKA) - ocobenno mpu OBUH

Baxno: mnpu pedekrax antutenoodOpazoBanuss HE XxapaktepHbl TspKelnble
BUPYCHBIC U TPUOKOBBIE MH(DEKITNH, TaK KaK KJIECTOUYHBII HIMMYHHUTET COXPaHEH.
Kiaunnka 1eeKTroB KJIETOYHOI0 HUMMYHUTETA
JledeKTpl KIETOYHOTO WMMYHHUTETA XapakTEepPHU3yIOTCS HapylieHHueM (DyHKIUH
TnumdpouutoB. Yucteie nePeKThl KICTOYHOTO UMMYHHUTETa BCTPEUYAIOTCS PEIKO,
yalie OHM COYETAloTCid C  HapyUIeHMeM TyMOPaJIbHOIO  HMMYHHTETa
(xoMOMHMPOBaHHBIE UMMYHOIeUIUTHI). XapaKTepHble HH(EKINHU:
* Tsxensie BupycHble uHpexuuu: [MB, BIII, B3B, aaeHoBupychl,
pecupaTopHO-CUHIIUTHANIBHBIA BUPYC, BUPYCHI TaparpuIina
* OmnnopryHuctuueckue nHexkun: Pneumocystis jirovecii (MHEBMOIUCTHAS
nHeBMoHus1), Candida (kaHaua03 MNHINEBOAA, JAUCCEMUHUPOBAHHBIN
KaHJI1]103)
*  HWudexunn, BBI3BAHHBIC BHYTPHUKJIETOUHBIMU BO30OYIUTEIISIMHU:
Mycobacterium tuberculosis, aTunuuHble MuKoOakTepuu, Listeria,
Salmonella
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* IIporo3oiinbie nundexun: Cryptosporidium, Toxoplasma
* BIDK-ut, nuccemunupoBanHas BIDK-undexnus nociie BakuuHaIuu
* Tspkenoe TeueHUE KOPU, BETPSHOU OCTIBI

Kiunnka kOMOMHUPOBAHHBIX MMMYHOAe(UIIUTOB
KomOuHupoBaHHbIE UMMYHOJE(GUIIUTHI, OCOOCHHO TSKEJIbIii KOMOUHUPOBAHHBIH
ummyHoneput (TKUH), npencraBmstor coboii Hambomee THKETYIO TPYIITY
[INJ] ¢ BBICOKOM JIeTaTbHOCTHIO 0€3 TPaHCIUIAHTALIMM TEeMaTOMOATHYECKUX
CTBOJIOBBIX KJIETOK.

Kaununveckue nposiinenuss TKUH:
Tsoxenplii KOMOMHUPOBAHHBIA UMMYHOAEPUIMT MaHU(ECTUPYET B IIEPBbIE

MeCSIIbI )KU3HU (0OBIUHO C 3-6 MecsIeB, KOTr/ia HCUe3at0T MaTEPUHCKUE
aHTuTena): ¢ 3aaepikka GU3nyecKoro pazBuTUs (THNoTpodusi, OTCTAaBaHUE B

BECE M pOCTe).

* XpoHHUecKasiinapes ¢ MmaababcopOnueit

* [lepcuctupyromuii KaHAUA03 TOJIOCTU PTa U 00JIACTH MOJTY3HUKOB
*nTepcTulinaibHasi THEBMOHUS (4aCTO MHEBMOILIMCTHAS )

* PeniuiuBupyronue Tskeabie 0aKkTepuaabHble, BUPYCHBIE, TPUOKOBBIC MH(EKITUN
*bI[JK-ut nocne Baknunanuu bIK

*OTCyTCTBHE TEHU TUMYCaA HA PEHTI€HOTPAMMeE

* OrcyrcTBHEe TUM(DATUUECKUX Y3JI0B M MHUHAAIWH (TUIMOIIIa3us JTUMOOUTHON

TKaHU)

* Cpinb Mo TUMY "OOJNE3HM TPAHCIUIAHTAT MPOTUB Xo3siMHA" (MaTepuHckue T-

KJIETKH)

be3 TI'CK netu ¢ TKWUH noru6ator B nepbie 1-2 roja xu3HU 0T HHPEKITMOHHBIX

OCJIOKHEHUU.

Kiaunuka negexros parouurosa

JledekTsl (haromuTo3a BKIIOYAIOT HAPYIICHHS KOJMYECTBA, XEMOTaKCHCa WIIN
MUKPOOHUITUAHON aKTUBHOCTU HEUTPOPUIOB M MakpodaroB. XapaKTepU3YIOTCS

PEINANBUPYIOIINMHA TAXKCIBIMHU 6aKT€pI/IaJ'IBHBIMI/I 151 I‘pI/I6KOBBIMI/I I/IH(i)eKLII/IHMI/I.
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Taoauna 4. Kinuanyeckue 0COOEHHOCTH OCHOBHBIX /1e()eKTOB T'yMOPaJIbLHOI0
HMMYHHUTETA

3a00s1eBanne Kauaundyeckue 0cO0EHHOCTH

XpoHHUECKas TpaHyJIeMaTo3Has | PenuauBUpyroIre THOHHBIC MHPEKIIMH KOXKH,
00JIe3Hb auM@Oy3NoB, JErKux, MedYeHu. AOCIecCHl,
ocreoMuenuThl. ['paHynemsl. Bo3Oymaurenn:
S.aureus, Aspergillus, Burkholderia, Nocardia,
Serratia

Jlebunut afare3uu JICUKOUTOB | 3amep)kKka OTHAaACHHS TYMOBHHBI (>3 Hen),
yno4YHas rpanyjeMa. Tspkernbie

OakTepuanbHble  MHpEKIMH  0e3  THOS.
IlepuogonTut, THHTHBUT. JlelikonuTo3 0€3
MUTpalii HEUTpOo(PHIIOB B ouar

Cunapom Yennaka-Xuramm YacTuuHeii anbOMHU3M, dboTodobus,
HUCTarM.  PenumauBupyronige  NUOTECHHBIE
uHpekunu. ['emodarouuTapHbIii CHUHIPOM.
[Iporpeccupyromas HeHponaTus

Bpoxnennast HEUTponeHUs ['myGokass  HelTpomeHus € POXKIACHUS
(<500/™mxm). Tsoxenbie OakTepuanbHbIC
uHpekuu. SI3BbI MONOCTH pTa. 3agepiKka
¢dusnueckoro pa3Butus. Pruck

TpaHchOpMaLIMH B JIEHKO3

Kiunuka neekroB cucTeMbl KOMILJIEMEHTA

JedexTsl cucTeMbl KOMIUIEMEHTa BcTpeuaroTcs penako (1-2% Bcex ITU]).
Knunnueckne nposiBIEHUs 3aBUCAT OT TOrO, KaKOW KOMIIOHEHT KOMIUIEMEHTA

MOpaKeH.

Tadauua S. KiimHn4yeckue nposiBjieHus 1eQeKTOB KJIETOYHOI0 UMMYHHUTETA

Hedexr Kinunnyeckue nposiBjieHust

Jedumt KoMIoHeHTOB Kjiaccuueckoro | CucTteMHass KpacHas BOJYaHKA, JpYyrue
nytu (C1, C2, C4) ayTOMMMYHHBIE 3a00JICBaHM.
[ToBbIlIEHHAS] BOCTIPUUMYHUBOCTD K

MHKAINCYJIUPOBAHHBIM OaKTEepUsIM

22




Hedunur C3

Tsokenble  pelUIUBUPYIOIINE
OakTepuanbHble MH(EKIUU C pAHHETO
BO3pacTa. CETICUCHI,
ITHEBMOHUU

MEHUHTUTHI,

I[GCI)I/IHI/IT TCPMUHAJIbHBIX KOMIIOHCHTOB

(C5-C9)

PeunnuBupyromme MEHHMHIOKOKKOBBIE H
TOHOKOKKOBBIE UH(EKIINH. Moxer
MaHHU(ECTUPOBATH B

HOHpOCTKOBOM/BSpOCHOM BO3pacTe

Jedurut nponepauna, pakropa D

cDyJ’II;MI/IHaHTHBIe MCHHUHI'OKOKKOBEIC

UH(DEKIMU B paHHEM BO3pacTe

Hedunut Cl-unruburopa

HacnencTtBeHHbIM aHTMOHEBPOTUYECKUI
OTEK: PEUUIUBUPYIOIINE OTEKU KOXKH,
CIIM3UCTBIX, KETYyAOYHO-KUIIEUHOTO
TpakTa. ONacHOCTh aCPUKCHH TP OTEKE
ropTaHu

JAUAT'HOCTHUKA IEPBUYHbBIX UMMYHOIE®UIIUTOB

I[I/IaFHOCTI/IKa ICPBUIHBIX OIITNOOK HMMYHHUTETAa OCHOBBLIBACTCA HA TIIATCIIBHOM

dHAJIN3C KIMHHUYCCKUX HOaHHBIX MW IIPOBCACHHUHN KOMIIJICKCA J'Ia60paT0pHI>IX

UCCIIEI0OBAHMIA.

JlabopaTtopHoe 00cCJi€IOBaHUE MPOBOJAUTCA TMOITAMHO:

oT

CKPUHHUHTOBBIX TECTOB 1-TO YPOBHS K YIUIyOJICHHBIM UCCIIEIOBAHUIM 2-TO YPOBHS

Y MOJIEKYJISIPHO-T€HETUUECKOW TMAarHOCTHUKE.

Kiananyeckasi TMarHoCcTuKAa

Juarnoctuka [1M]] HaunHaeTcs ¢ THIATEIBHOTO cOOpa aHaMHE3a M KIIMHUYECKOTO

OCMOTpa MManrucHTaA.

KiroueBbie Bonpocsl pu cHope aHaMHe3a:

* Yacrora u TOKECTh WMH(EKIUN: XapakTep, JOKaIM3alvs, BO30YIUTENH,

HEOO0XOIMMOCTh AHTUOMOTHUKOTEPAITNH, TOCTTUTATU3AIINI

* Bospact Havasa WHQOEKIHMOHHOTO CHUHApoMa (paHHUN 1e0rT OoJee

XapaKTEpeH IS TsHKEIbIX (popm)

* D¢ (deKTUBHOCTh CTAaHAAPTHON aHTHOAKTEPUATILHOMN Tepanuu

*  OCOXHEHHS TI0C)Ie BaKIIMHAIMN (0COOEHHO >KMBBIMU BakimHaMu - BIK,

OIIB)

* Cewmelinbplii anamue3: ciayuyau [IWM]I, panHue cmepTd OT HUHGEKIU,

POJICTBEHHbIE OpaKu
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* AyTOMMMYHHBIE U aJJlepruueckue 3a0ojieBaHUsl Yy TMAalHMeHTa W

POACTBCHHUKOB

*  @usnueckoe pa3BUTHE peOEHKa (POCT, BEC, X IMHAMHKA)

* Hanuuue BpOXKIECHHBIX TOPOKOB Pa3BUTHS, JU3MOPDuii

*  KuuHuuyeckuit ocMOTp:

® OHCHK& (1)H3HII€CKOFO Pa3BUTHUA (pOCT, BCC, UX COOTBCTCTBHUC BOSp&CTY)

* CoCTOSHHE KOXHM M CIHU3UCTHIX (C—)KSeMa, TCIICAHI'MOKTAa3MH, KaHIWA03,

MUOJIEPMUH, A0CIECCHI)

e Tlampnamus  numdatuueckux  y3i0B  (rumomnasuss 1npu  TKUH,

numanenonatus npu OBUH)

* Tlanpnanus ne4eH U CeNE3€HKHU (renaToCIICHOMETaus)

* AycKyJbTanus Jerkux (XpUIibl Ipu OPOHXO0IKTA3AX )

*  Ocmotp JIOP-opranoB (XpoHUYECKUN CUHYCHUT, OTUT, MOJTUITBI HOCA)

e OueHka HeBpoJioTHYecKoro craryca (arakcus npu A-T, HucTarM mpu

Yenuake-
Xuracu)

* BriBnenne gusmopduit (nuueBble aHoMmanuu npu  Jdu  Jxopmxu,

anpOouHu3M nipu Yeamake-Xuracu)

JlaGopaTopHasi TMarHocTUKa 1-ro ypoBHs

CKpUHUHIOBBIE TECTHI 1-T0 YPOBHS MO3BOJIAIOT 3anofgo3puth [I1M]] u onpenenuts

HalnpaBJICHUE JajdbHEWIlero oOC/IeIOBaHUS. DTH HCCIECIOBAHUS JOCTYIHBI B

OOJBIIMHCTBE Ja00opaTopuil.

Ta6auna 6. Jlaboparopnas nuarnoctuka BOU nepsoro ypous

HUccaenoBanue

YT10 oneHNBaETCA

OO6mmii  aHanM3  KPOBHC
neikouuTapHoi popmyioin

AOcomoTHOE KOJINYECTBO JTUM(QOLIUTOB,
vedtpodmios.  Jlumponenus  (<2000/mxn y
miazaenneB) - TKUWH. Heiitponenuss - pedextol
daromuro3a. TpoMOOLMTONIEHUSI+MATTbIC

TpoMOOIUTHI - cuHApOM Buckorra-Onapuya

Onpenenenue ypoBHs
MMMYHOTJIOOYJIMHOB

IgG, IgA, IgM, IgE. Cumxenne IgG - nedextbl
antutenoobpazoBanus. [loseimenue IgE - cunapom
runep-IgE, Buckorra-Onnprua. BaxxHo cpaBHUBATH €
BO3PACTHBIMU HOpMamu!
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Pentrenorpagus opranos OtcyrcrBue Ttenun tumyca - TKUH, Jdu Txopmxu.

IPYJIHOHN KIIETKU bponxoskTa3el - XpoHHYECKHME WHGOEKIUU MpHU
nedexTax aHTUTEN000pa30BaAHMUS

TecTt BoccTaHOBIIEHUS Ckpunuar Ha XI'b.  Onenka cnocoOHOCTH

HUTPOCHHETO TETPA30JIHS HEUTPODUIOB T'eHEpUPOBATH AKTUBHBIE (OPMBI

(HCT-tecT) kuciopompa. Ilpy XI'b - pe3ko CHWXKEH WK
OTCYTCTBYET

YpoBEHb KOMIIOHEHTOB CH50 (remonutuueckasi akTuBHOCTh), C3, C4.

KOMILJIEMEHTA CHmxeHue - 1eeKThl KOMIIIIEMEHTa

OmnpeneneHre aHTUTEN K Tutp anTUTEn K CTONOHAYHOMY, U TEPUITHOMY

BAaKI[MHHBIM aHTUT€HAM aHaTOKCHHY, THEBMOKOKKY, TeMO(QUIbHON MaJIOUKe.

AHTHUTCII

BaxHble 3aMeuaHus 0 MHTEPIPETALUU:

* YpOBHM HMMMYHOTJIOOYJMHOB Yy JeTeil 3aBucAT OT Bo3pacta! HeoOxomumo
UCII0JI30BaTh BO3PACTHBIE HOPMBI

* [gG y HOBOPOXIEHHBIX OTpa)XarOT MAaTEPUHCKUE aHTUTENA, coOcTBeHHBIE IgG
HAaYMHAIOT CUHTE3UPOBATHCS C 3-6 MecALEB

* [gA nocTturaer B3poCibIX 3HaUeHUM ToJbko K 10-12 rogam

* JIumdonenus y MiaieHIeB - abCoa0THOE KoMuaecTBO TuMdonuTo <2000/MKI
(1e mporieHT!)

* Hopmanbeueie ypoBHM uMMyHornoOynuHoB HE — wuckmiouaror  nedexts
AHTUTEI000pa3oBaHus (MOTYT ObITh HEPYHKIIMOHATHHBIC AHTUTENA)

JlaGopaTopHasi JMarHOCTUKA 2-T0 YPOBHA

HccnenoBanus 2-ro ypoBHs IPOBOASTCS B CHEUUATU3UPOBAHHBIX

MMMYHOJIOTUUECKUX LIEHTPax NP BBISIBICHUHA OTKJIOHEHUM B TE€CTax 1-ro ypoBHs

WJIY TIPU BBICOKOW KIIMHUYECKOU rofo3purensHocty Ha [T /1.

Tabauua 7. Jlaboparopnas nuarnoctuka BOU Broporo ypoBHs

OneHka crmocoOHOCTH K BBIPAOOTKE CHELU(PUUECKUX

HccaenoBanue Yro oueHuBaercs
NmMMmyHODEeHOTUITUPOBAHME CD3+  (Bce  T-mumdouuter), CD4+
JTUMQOITUTOB (Txenmepwr), CD8+  (IUTOTOKCHYECKHE

Txnerku), CD19+/CD20+ (B-nmumdorutsr),
CD16+CD56+ (NK-knetku). OmnpeneneHue
cyonomymsiuii T-KaeTok
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[IponudepaTuBHBIN orBeT| Ha mutorensl (PI'A, KoHA) U aHTUTEHBI.

MuM(pOLUTOB Onenka  GyHKIMOHATHHOW  aKTUBHOCTH
TkneTok

Onpenenenue nogknaccos IgG IgGl, IgG2, 1gG3, IgG4. CenekTUBHBIN

neduiut noakiaccos IgG

OHpeI[eJICHI/IC HN30IrCMaITJIIOTUHNHOB

EcTecTBeHHBIE aHTWTENla K  aHTUTEHaM
cuctembl ABO. OTcyTCTBYIOT npu AedeKrTax
aHTUTEI000pa30BaHUs

I/ICCJIC,ZIOBaHI/Ie CHUCTCMBI KOMIIJICMCHTA

Onpenenenue
komrioHeHTOB C1-C9, dakTopos

HHAUBUAYAJIbHBIX

AJIbTCPHATHUBHOI'O ITYTH, I/IHI‘I/I6I/ITOpOB

@arouurapHas aKTUBHOCTH | XEeMOTaKCUC, (HaromuTo3, pPecHUpaToOpHbIN
HEUTpoPHIIOB B3pbIB (DHR-TecT - Gosiee 4yBCTBUTEIBHBIN,
yeM HCT-tecT)
[utoTokcnueckas AKTUBHOCTH Hedextsr NK-kiteTok
NKknerok
Omnpenenenne TREC u KREC T-cell receptor excision circles u k-deleting

recombination excision circles. CKpuHHHT Ha

TKNUH U araMMarjoOyJIuHEMUIO y

HOBOPOKIACHHBIX

MoJiekyJIsIpHO-TeHETHYECKAS TUATHOCTHKA

MOHGKYHHPHO-FGHGTI/ILICCKEUI JUArHOCTHKa ABJIACTCA 30JIOTBIM CTAaHOAPTOM

noarBepxkaeHus: nuarHosa [N/, Mnentudukaius KOHKPETHOH MyTaluu Ba)KHA

JJIA:

[TonTBep KaeHus IMarHo3a v onpeiesIeHusl TOUHON HO30J0TUYeCKO (hOpPMBI

[IporHo3upoBanusiTeueHus 3a00JI€BaHUS

*BribopaonTuMaibHON TaKTUKH JICUCHUS

'MCI[I/IKO—FCHCTI/I‘-IGCKOFO KOHCYJIbTUPOBAHUSA CCMbHU

[ IpenaranbHON/TpEeUMILTAHTALIMIOHHON
OCpEeMEHHOCTSX

IToncka coBMECTMMOTO AOHOpa IJId

AUAarHOCTUKU Inpu 80021 (S7117410)1187D.¢

TI'CK (Baxnocte HLA-TunupoBanusi)

COBpeMeHHbIe METOAbI MOJIeKyJIﬂpHO-FeHeTH‘IECKOﬁ AHATrHOCTUKMH:

HU3BCCTHBIX I'CHAX

CexBenupoBanue 1Mo CaHrepy - sl MOATBEPKICHHUSI KOHKPETHBIX MyTalui
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* IlanenpHOe cexkBeHUpoBaHUE (TapreTHble maHenu reHoB [IM]J[) -
oaHoBpeMeHHbIN aHanu3 300-400 renoB, accouunpoBanHbixX ¢ [T /]

* Ilonnosk3omHoe cekBeHupoBanue (WES) - ananmm3 Bcex KOAMPYIOIIUX
obJiacteil reHoma

* IlonnorenomHoe cekBenupoBanue (WGS) - aHaiu3 BCero reHoMa, BKIIOYAs
HEKOJUpYolre 00J1acTu

* XpOMOCOMHBII MHUKPOMAaTPUYHBIM aHAJIU3 - BBIABICHUE XPOMOCOMHBIX
NEJICUUA U TyTUTMKAIAN

ITokazanus MOJICKYJIIPHO-TCHCTHYCCKOMY HCCICAOBAHHNIO!

* Kiunuueckass kapTuHa W Pe3yiabTaThl MMMYHOJOTHYECKOTO OOCIEI0BaHMUS,
cootBetcTBYIOIIME [T ]] * Cemeiinblii anamues TN/

* IInmanupoBanue TI'CK

*  Meauko-reHeTUYeCKOe KOHCYJIbTUPOBAHUE

M HpeHaTaHBHaﬂ AWArHoCTHUKaA IIpu U3BECTHOM MyTallH B CEMbC

XAPAKTEPUCTUKA OCHOBHBIX ®OPM ITEPBUYHbIX
NUMMYHOJE®OULIUTOB
[TonpobHas xapakTepucTika HanbOoJee YacThIX U KIMHUYECKH 3HAYUMBIX (popm
NEPBUYHBIX OIMMOOK UMMYHHUTETA.
X-cuemvieHHasi araMmarJio0yJiJMHeMHUsl, TaK:Ke M3BeCTHas Kak 00J1e3Hb
bpyTona, MIPEACTABIISACT cobo IIEPBUYHBIN UMMYHOAE(PULIUT,
XapaKTEPU3YIONIUIICS TPAKTUYECKHU TTOJIHBIM OTCYTCTBHEM B-11MQpOIIMTOB 1 BCeX
KJIACCOB UMMYHOTJIOOYJIMHOB B pe3yibTare MmyTanuu rena BTK (Bruton tyrosine
kinase).
3aboneBanue ObLIO BIEpBBIE OMHUCAHO B 1952 romy amMepuKaHCKUM IMEeIUAaTPOM
Oraenom bpyToHOM, KOTOpBIA HaOMIOAQ MaJlbUMKa C PEUUIUBUPYIOIUMU
OakTeprabHBIMU UHPEKIIUSIMH B OTCYTCTBUEM raMMa-TJIO0YJIUHOBOM (pakiuy B
CBIBOPOTKE  KpPOBH. OJTO  OBIJIO  TIEPBOE  OMHCAHWUE  TE€HETUYECKU
JETePMUHUPOBAHHOTO UMMYHOIe(DUIINTA Y YeTIOBEKa.

InuaeMHOJIOT S
X-cuerieHHass — araMMarjoOyJUHEMHs]  SIBJSIETCSI  OTHOCUTEIBLHO  PEIKUM
3aboneBanneM ¢ 4dactorod Bcrpedaemoctr oT 1:100000 mo 1:200000 >kuBBIX
HOBOPOXACHHBIX. [loCKONIBKY 3a0oJjieBaHHE HACIEAYeTCs] MO X-CICTUICHHOMY
PEeLleCCUBHOMY THITY, OOJICIOT MPAKTUUYECKU UCKIIOUUTEILHO MAJIbUUKHU. J[eBOUKH

SBJIAKOTCA HOCUTCIIEIMU MYTAHTHOI'O I'CHA M, KaK IIPaBUJIO, KIIMHUYCCKU 310POBbI
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Oylarojapsi HaJIMYMIO BTOPOM HOPMaJbHOM X-XpPOMOCOMBI, XOTS B peadalinmx
clly4yasix NpHU KpailHe HeOJIaronpusaTHOM WHAKTHBAIMU X-XPOMOCOMBI MOTYT
HaOMIOAAThCSl KIMHUYECKHE MPOSBICHHS. 3a00JIEBaHME BCTPEYACTCS BO BCEX
ATHUYECKHUX Tpynnax 0e3 CyleCTBEHHbIX TeorpapuuyecKux pa3inyuu.
JTHOJIOTHSA U NMATOTeHe3
['eneTnueckoil MPUYMHONW X-CUEMJIEHHOM araMMarjioOyJIMHEMUH —SBIISFOTCS
myTtauuu B reHe BTK, pacronoxkxeHHOM Ha JUIMHHOM Iuiede X-XpOMOCOMBI B
nokyce Xq21.3-q22. K wnactosmemMy BpeMeHH uaeHTHuimpoBano 6omee 1000
pPa3IMYHBIX MYTallMii B 3TOM TE€HE, BKJIOYas MHCCEHC- U HOHCEHC-MYTalluu,
JENCNY, WHCEPLUHMH, MYTAllMM CAWTOB CIUIAMCUHIrA. DBOJIBIIMHCTBO MyTalWii
SBJISIFOTCSI YHUKAJIbHBIMU JUUISL OTHAEJIBHBIX CEMEM, XOTS OMMCAaHbl U PEKYPPEHTHBIE
MyTallii B ONPENIEIICHHBIX TOpsYuX Toukax reHa. [Ipumepno B 85-90% ciyudaeB
MyTalusl Hacnenayercsa oT marepu-Hocutens, B 10-15% cnydaeB Bo3HukaeT de
novo.
I'en BTK koaupyeT HMTOIIA3MaTHUYECKYHO TUPO3MHKMHA3y bpyToHa, KoTopas
WUTpaeT KPUTHUYECKYIO POJIb B CUTHAJIBHOM KacKaJe npe-B-KineToyHoro perenropa
u B-knerouynoro penenropa. Tupo3uHkrMHa3a bpyToHa ydyacTByeT B TPaHCAYKLIHUH
CUTHaja OT PEUENTOPOB B SAAPO KIETKHU, PEryJupys mpoudepanuto,
muddepeHIMpOBKY U BbDKHBaHWE B-1uMOOUMTOB Ha pa3iMYHBIX CTAIUAX HX
pPa3BUTHSL.
[Tpu myranusax rena BTK napymaercs HopmaiabHOe pa3Butre B-nmum@onutos B
KocTHOM Mo3re. JuddepenuupoBka B-kineTok 0J0KupyeTcs Ha CTaAuM Mepexoaa
npe-B-knerok B He3penbie B-mumdonutel. Pannne npenmecTBeHHUKN B-KIeToxk,
BKJItO4as npo-B u npe-B-kineTku, NpucyTCTBYIOT B HOPMAJIBHOM WJIM HECKOJIBKO
CHIDKEHHOM KOJIMYECTBE, OJHAKO JaJbHEWIIEe CO3pEBaHME HEBO3MOXHO. B
pesyibTaTe B mnepudepuyeckod KpoBH M JTUM(OUIHBIX OpraHax MPaAKTHUECKH
OTCYTCTBYIOT 3peiibie B-TuM(OLUThI, 4TO MPUBOJIUT K PE3KOMY CHIDKCHUIO WIIU
MOJTHOMY OTCYTCTBHIO BCEX KJIACCOB MIMMYHOTJIOOYJTMHOB.
BaxHo oTMeTUTB, YTO TUPO3MHKHMHA3a bpyTOoHa sKCIIpeccupyeTcst He TOIbKO B B-
auM@oIMTax, HO U B MUEJIOUIHBIX KieTkax. OaHako neeKT B ATUX KIIETKaxX He
MPUBOJAUT K 3HAYMMBIM KIMHUYECKHM TOCIEACTBUSM, TaK KaK WX (YHKIIHS
KOMITCHCUPYETCS APYTUMU CUTHATBHBIMU MMy TAMHU. T-TUM(OIIUTHI M €CTECTBEHHBIC
KWUIEPhl pa3BUBAIOTCS M (YHKIMOHUPYIOT HOPMAJIBHO, TIOCKOJBKY HE
JKCIIPECCUPYIOT TUPO3UHKMHA3Y bpyToHa.
OTcyTCTBHE aHTHUTEN NPHUBOJUT K HECIMOCOOHOCTH opranm3Ma 3¢PHEKTUBHO

60pOTBC$[ C HHKaIICYyJIUPOBaHHBIMUA 6aKTepI/I${MI/I, A1 3JIMMHUHAIOWHA  KOTOPBIX
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KPUTUYECKA BaKHA OINCOHU3AIMS aHTUTEJIaMU U TMOCIEAYIOMUNA (arouuros.
Taxxke Hapymaercs HeWTpanu3anus OaKTepUalbHBIX TOKCUHOB M BHPYCOB,
3aBUCHMasi OT aHTUTeN. [IpM ATOM KJIETOYHBIM HWMMYHHUTET COXPaHEH, 4YTO
00ecIeunBaeT 3aluTy OT OOJBIIMHCTBA BUPYCHBIX U IPUOKOBBIX MHPEKIINM, XOTS
HEKOTOpBIE BUPYCHI, JJIsl JIIMMUHALIMA KOTOPHIX HEOOXOJMMBI aHTHUTENA, MOTYT
BBI3BIBATh TSKEJbIE 3a00ICBaHMUS.

Kinunnyeckasi KapTuHa

Knunnueckue mnposiBaeHUs X-CIEIUIEHHOW araMMaryioOyJIMHEMUUd OOBIYHO
Pa3BUBAIOTCS MOCHE 3-6 MECALIEB )KU3HU, KOTJ1a MCUE3at0T MATEPUHCKHAE aHTUTENA
kiacca IgG, nepenannble TpaHCILIaEHTapHO. [0 3TOro Bo3pacta HOBOPOXKIEHHBIE
MOTYT OCTaBaThCAd OTHOCUTEIBHO 3I0POBBIMU OJlarofapsi 3aluTe MaTepUHCKUMHU
antutrenamu. OIHAKO NMPU BBICOKOM HMH(MEKIIMOHHOW HArpy3ke WiIM B Ciydae
OTCYTCTBUS TPYAHOTO BCKapMIIMBAHUS MEpPBble MHPEKIMH MOTYT MPOSBUTHCS U

paHbIIIe.

NHDexmoHHbIi CUHAPOM SIBIAETCS BEAYIIMM KIMHUYECKUM MPOSIBICHUEM
3a0oneBaHus. XapakTEepHbl PELUAUBUPYIOIIME OakTepuanbHble WH(EKIUH,
BbI3BaHHBIC MPEUMYIICCTBEHHO WHKAICYJIUpOBaHHBIMH OakTepusimu. Hanbonee
YacThIMU BO30yAUTENSIMU SBISAIOTCA Streptococcus pneumoniae, Haemophilus
influenzae tuna b, Staphylococcus aureus, Pseudomonas aeruginosa, pexe
Streptococcus pyogenes u Ipyrue CTPENTOKOKKH.

HNudexum pecnupaTopHOTo TpakTa BCTPEUAIOTCS HAMOOJIEe YacTO W BKIIOYAIOT
PEIUANBUPYIOIINE OTUTHI, CHHYCHTBI, OPOHXUTHI W MHEBMOHUH. OTHUTBI MOTYT
IPUBOIUTH K mepdoparuu 6apabaHHON MEePErOHKU, KOHIYKTUBHON TYTOYXOCTH,
MacTOUAUTY. XPOHUYECKNE CHHYCUTHI CITOCOOCTBYIOT Pa3BUTHIO IMOJIMIIO3a HOCA.
[ToBTOpHBIE TMHEBMOHWHU TMPU OTCYTCTBUU aJCKBATHOTO JICUCHUS TPHUBOMIIT K
(GbOpMHUPOBAHUIO  XPOHMUYECKHX  3a00JeBaHUN  JIETKUX, OPOHXOIKTA30B,
ITHEBMOCKJIEPO03a, JIbIXaTeILHON HEJOCTATOYHOCTH. BpOHX03KTa3bl pa3BUBAIOTCS Y
3HAUYUTETFHONM  YacTH  MAlMeHTOB, HE  TMOJYYalollUX  CBOCBPEMECHHYIO
3aMECTUTEIIBHYIO Teparuio UMMYHOTJIOOYJTHHAMMU.

Nudexun xemyn0YHO-KHIIEYHOTO TpaKTa TMPOSBISIOTCS XPOHUYECKOW WU
PEIUANBUPYIOIICH JUapeei, KOTopas MOKET ObITh BhI3BaHA KaMITHIIOOAKTEPHSIMH,
CallbMOHEIIJIaMH, JIAMOJUSAMHU, POTAaBUPyCaMH WM JPYTUMH DHTEPOINATOTCHAMH.
OcobOeHHO xapakTepHbl TspbKenble WHGeKuu, Bbi3BaHHbIe Giardia lamblia u
Campylobacter jejuni. XpoHuueckas 1uapesi MOKeT MPUBOIUTH K MaTbaOCOpOLIUH,
3asiepKKe (HU3NIECKOTO PA3BUTHS, OEITKOBO-IHEPTETUUECKON HETOCTATOYHOCTH.
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NHpexunn KoKy 1 MATKUX TKaHEH BKIIIOYAIOT TUOIEPMUHU, A0CLECCHI, (PJIETMOHBI,
POXKUCTOE BOCHAJIEHHE. XapaKTepHbl TIIyOOKHWE MOJKOXKHBIE a0CIECCHI,
TpeOYIOIINE XUPYPTHUECKOTO TPEHUPOBAHHUS.

CenTudeckue OCI0KHEHHS, BKII0Yasi OaKTEPUEMHUIO U CETICUC, MOTYT pa3BUBATHCS
npu  J000M  JIoKanu3auuud  MHQEKIMOHHOTO oyara M MPEACTaBISAIOT
HEIOCPEJICTBEHHYIO Yrpo3y KU3HU. OCOOEHHO OMACHBI CENTULEMHUS, BbI3BaHHAs
THEBMOKOKKaMH, TeMO(QUIbHON NaJIOUKON WIIH NICEBJOMOHAIAMHU.

WNHpexkunn neHTpaabHOM HEPBHOM CHCTEMBI BCTPEYAIOTCS PEXkKeE, HO MPOTEKAIOT
KpaitHe Tspkesn0. Bo3aM0oKHBI MEHHHTUTBI, MEHUHT03HIIE(DaTuThI, abCliecchl MO3Ta,
BBbI3BaHHBIE [TPEUMYILIECTBEHHO OAKTEpUATbHBIMU BO30YIUTEIISIMU.

KocTHo-cycTaBHblE  MH(QEKIMM  BKIIOYAIOT  CENTHUYECKUE  apTPUTBl U
OCTEOMHUEIUTHI, KOTOPbIE MOTYT MPUBOJNUTH K JIECTPYKUUHU CYCTaBOB M KOCTHOMU
TKaHHU MPU HECBOEBPEMEHHOM AUArHOCTUKE U JICUCHHH.

Bupycuble uH(peKuMu NpeAcTaBisiOT 0coOy0 MpoOieMy [Uisl HAlUEeHTOB C
araMMarioOyiauHeMuen. XotTs OOJBIIMHCTBO OOBIYHBIX BHPYCHBIX HH(EKIUN
MEPEHOCITCSl  yAOBJIETBOPUTENIbHO  Ojarogapss COXpPaHHOMY  KJIETOYHOMY
MMMYHUTETY, HEKOTOPBIE BUPYChl MOTYT BBI3BIBaTh TSDKEIBICE U XPOHUYECKHE
3a0oneBaHusi. OcCOOEHHO  OMACHBI  AHTEPOBHUPYCHI,  BKJIIOYAs  BHUPYCHI
nomuomuenura, Koxcaku, ECHO-Bupycel, KOTOpbIE MOTYT  BBI3BIBATH
XPOHUYECKUA MEHHHIO3HLE(ATUT € MNPOTrPECCUPYIOIIMM HEBPOJIOTrHYECKUM
neuuruToM, NapajuyamMu, HApYIIEHUEM CO3HAHHUS. DHTEPOBUPYCHbIE HHPEKINUU
MOTYT TaK)K€ MPOSBIATHCSA JAEPMATOMHUO3UTIIONOOHBIM CHHIPOMOM, IE€NaTUTOM,
MHOKapaIUTOM. Bupyc rematuTa SBISIETCA €IIE€ OOHOM CEPBE3HOW YIrpO30i,
0COOEHHO TPH MPOBENCHUM TpaHCPy3Ul MpenapaToB KPOBU B MPOLLIOM, KOTJa
CKPUHHUHI JOHOPCKOW KpOBU ObLI HENOCTaTOYHbIM. JluMdouaHas TKaHb y
MAlMEHTOB c X-CUEIUICHHON aramMmMmarjoOyauHeMuei 3HAYUTEIBHO
runorviasupoBana. [Ipu QusmkanbHOM 00CIEIOBAaHUU BBISBISETCS OTCYTCTBHE
WIM Pe3Koe YMEHBIICHHE pa3MepoB NepudeprudecKux IUMPaTHUECKUX Y3JIOB,
MUHJQINH, ajeHoua0B. OTCYyTCTBUE MalbIUPYEMbIX JUM(QOY3JI0B y pedeHKa C
PELMIUBUPYIOIIUMUA ~ MHQEKIUSAMHU  SABISETCS  BAXKHBIM  JAHMATHOCTUYECKUM
npu3HakoM. Cese3eHKa 0OBIYHO HE YBETUYECHA WIIM HE3HAUYUTEIFHO YBEJINYEHA.
AyTOMMMYHHbBIE ¥ BOCTIAJIUTEIbHBIE MPOSIBICHUS BCTPEUAIOTCS pPEXe, YEM MpHU
Apyrux (opMax TMEpBUYHBIX OMIMOOK HMMYHHUTETa, HO MOTYT BKIIOYATh
ayTOMMMYHHBII ~ apTpUT,  BOCHAJMTENbHbIE  3a00J€BaHUA  KHILECYHUKA,
ayTOMMMYHHYIO0 HEUTpONeHuto, TpoMoouuToneHuto. Ilatorenes ayTouMMyHHBIX

HpOHBJ’IeHI/Iﬁ IMpru OTCYTCTBUU B-HHM(bOHHTOB OCTacTCia HC A0 KOHIA ACHBIM U

30



MOXXET OBITh CBSI3aH C XPOHUYECKUMU HMHQPEKUUSIMH U  HapylIEHUEM
UMMYHOPETYJISLIUU.

3amepxka GU3MUECKOTO PAa3BUTHUS MOXKET HAOIIOMATHCSA TPU THKEIIOM TCUECHUH

3a0oJieBaHus BCJIEICTBUE XPOHUYECKHUX UHEKIUH, 0COOEHHO
KEJTyJOYHOKUILIEYHOTO TPaKTa, ManbaOCOPOINH, MOBBIIIEHHBIX KaTa00JINYECKUX
NOTPEOHOCTE.

Jlnarnoctuka

Juarnoctuka  X-CUEIUICHHOW  araMmarjioOyJIMHEMUH  OCHOBBIBAa€TCSl  Ha
XapaKTEepHONW KIMHUYECKOM KapTHHE, CEMEHOM aHaMHe3e, JabopaTopHOM
BBISIBJICHUU araMMarjoOyJTuHEeMUN 151 OTCYTCTBUS B-mumponuros,
MOJIEKYJISIPHOT€HETUYECKOM MOATBEpkKAeHNN MyTanu B reHe BTK.
Kimmanyeckasi AMarHoCTUKA MPEANOIIAraeTCsl y MAIbUUKOB C PEHUINBUPYIOIINMHI
OakTepUaIbHBIMM UH(EKIUSIMH, HAaYMHAIONIUMUCS Tocie 3-6 MecsleB >KU3HH,
0COOEHHO MPHU HAIWYUU TUIOIUIa3uu JuMdpouaHon TkaHu. CeMelHbI aHaMHE3
MOJKET BBISIBUTH CITy4ad CMEPTHU MAJIbUMKOB B paHHEM BO3pacTe OT MHGEKIH 10
MATEPUHCKOM JIMHHUH, YTO YKa3bIBAC€T HA X-CIIENIJICHHBIA TUIT HACIICIOBAHUS.
JlabopaTopHass  QUMAarHOCTMKA  HAYMHAETCA C  ONpPEJAENIEHHUs  ypOBHEU
CBIBOPOTOYHBIX UMMYHOTJIOOYJITMHOB. XapaKTEPHBIM MTPU3HAKOM SIBIISIETCS] PE3KOE
CHW)KEHUE WIM TOJHOE OTCYTCTBHE BCEX KIJIACCOB MMMYyHOTJoOynuHoB: IgG
oObryHO MeHee 2 r1/m, uvacto menee 1 r/m, IgM u IgA mpaktuyecku He
ONPEAETSAIOTCS WM KpallHE HU3KHE. Y JETEW MEPBBIX MECSUEB KU3HU MOXKET
onpenensaThcs MaTepuHckuil 1gG, mosToMy nAMarHo3 MoOKeT ObITh 3aTPyIHEH, U
TpeOyeTcss MOBTOPHOE UCCIENOBaHUE Tocie 6 MeCsIeB WM OIpeesiCHUe
M30TUIIOB HMMMYHOIJIOOYJTMHOB uisl  Au(depeHuuanuu  MaTepUHCKUX |
COOCTBEHHBIX AHTHUTEIL. NmvmyHobeHOTHTTHPOBaHME JUM(GOIUTOB
nepudeprudeckoii KpOBH  METOJOM MPOTOYHOM  ITUTOMETPUU  BBISBISET
MpaKkTUYeCKH TMoiHoe oTcyTcTBUe BaumdonuroB. KommuectBo CDI19+ wunm
CD20+ B-kieTok cocTaBisieT OOBIYHO MEHEe

2% ot Bcex JmMmdornutoB min MeHee 20-50 KIETOK B MHUKPOJUTPE, UYTO
3HAYUTEILHO HUKE BO3pacTHOU HOpMBI. KomnuecTtBo u pyHkuus T-nmumM@poruTon
(CD3+, CD4+, CD8+) u NK-kJ1eTok 0CTatoTCsi HOpMaJIbHBIMHU.

Onpenenenue HKCOPECCMU TUPO3MHKUHA3bl bpyToHa B MOHOIUTaxX WIH
TPpOMOOIIMTaX METOJOM MPOTOYHOM IUTOMETPUHU MOKET MCIOJIb30BAThCS Kak
CKPUHUHTOBBIM MeToA. OTCYyTCTBHE WM PE3KOE CHIDKEHHE JIKCIIPECCUU Oerka
BTK noartBepkaeT auarHo3. DTOT METOJ TakKK€ MOKET HCIIOJb30BaThCS s
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BBISIBJICHUSI T€TEPO3UTOTHBIX HOCUTEIBHUL, Y KOTOPBHIX HAOJIOAETCSl MO3auyuHast
JKCIIPECCUS B CBA3U C JIAWOHU3ALMECH.

MoJteKynIsIpHO-TEHETHYECKOE HCCJIEIOBAHUE reHa BTK METOAOM
CEKBECHHPOBAHMS SBJSIETCA 30JIOTBIM CTAHAAPTOM JMArHOCTHUKUA W TIO3BOJISET
UACHTU(UIUPOBATh KOHKPETHYIO MYTalMi0. OJTO Ba)XXHO JJII T€HETUYECKOIO
KOHCYJIbTUPOBAHUSI CEMBH, IIPEHATAJbHOM JUArHOCTUKA B IOCHEAYIOIIUX
OCpEeMEHHOCTAX, BBISIBIICHUS TE€TEPO3UTOTHBIX HOCHUTENIbHUII. Y CTaHOBJICHUE
KOHKPETHON MyTallud TaK)Ke MO3BOJISET MPECKa3aTh TSHKECTh (PEHOTHUIA, XOTA
KOPPEJSIIIHs TeHOTUI-(DEHOTHUIT HE BCETJa CTPOTasi.

JlononHuTENbHBIE KCCIACAOBAHUS BKIIOYAIOT OOLIMN aHaIu3 KpPOBU, KOTOPBIH
MOKET BBIIBUTh HEUTPONECHHUIO, AaHEMMIO, TPOMOOIIMTONEHUIO MHpPH Pa3BUTUU
OCJIO)KHEHHM. DHOXMMHYECKME HCCIEIOBAaHMS MOTYT II0Ka3aTb NIPU3HAKU
MOpaXEHUsI MEYEHU NMPU BUPYCHBIX IeMaTUTaX, HApyIIEHUs OEIKOBOro oOMeHa
pu ManbabCcopOLIHH.

Mukpobuonornyeckas AMarHOCTUKA NpH MHQEKIMOHHBIX 3MU304aX BKIIOYAET
OAKTEpUOJIOTUYECKOE HCCIIEJOBAHUE KPOBHU, MOKPOTHI, APYTUX OMOJOTHYECKUX
KHUJIKOCTEH  C  ONpEAeNICHHEM  YyBCTBUTEIIBHOCTM K  aHTHOMOTHKAaM,
BHUPYCOJIOTUYECKOE UCCIIEIOBAHUE IS BBISIBJIEHUS SHTEPOBUPYCOB MeTo1oM I11[P
13 KPOBH, JIUKBOPA, KaJa.

WHcTpyMeHTallbHAsT ~ JMAarHOCTMKAa  BKJIOYAET  pEHTreHorpaguio  wWiu
KOMITBIOTEPHYIO TOMOTpaduio JErKUX AJi1 OLIEHKH COCTOSHUS JIETOYHOM TKaHW,
BBISIBJICHUSI ~ ITHEBMOHMH,  OpPOHXOIKTa30B,  XPOHHYECKHUX  H3MEHEHHII.
UccnepoBanre (QyHKUMM BHEIIHETO JbIXaHUS MPOBOJUTCS TMPU HAIUYUU
XpOHUYECKUX 3a0oseBaHui Jerkux. [Ipm momo3peHMrn Ha SHTEPOBUPYCHBIM
MEHUHTO’HIIEQaIUT MOKa3aHa MarHUTHO-PE30HAHCHAsh TOMOTpadusi TOJIOBHOTO
MO3Ta, JIIOMOAJIbHASI IYHKIIMS C UCCIIEJOBAHUEM JIMKBOPA.

[IpeHaranbHas OUAarHOCTMKAa BO3MOXKHA TP U3BECTHOM MYTallMM B CEMbBE M
MPOBOJUTCS  NYyTEM  MOJIEKYJSIpHO-TeHeTndueckoro  uccinenosanus  JIHK,
MOJTYYEeHHOU Mpu OMOTICHHM BOPCUH xoproHa Ha 10-12 Henene OepeMEHHOCTH WU
npu aMHUOIIeHTe3€e Ha 15-18 Henene. Takke BO3MOXKHO ONpeAeICHHE MMoJIa IJI0/a,
TaK Kak 3a00J€BaIOT TOJIbKO MAJIbYUKH.

HeoHnaTtanbHblii CKPUHUHT C OIpeAeieHHeM KojudecTBa B-nmumdonuToB B
BBICYHIEHHBIX NATHAaX KpoBH meTonaoM TREC-aHanu3a BHEOpEH B HEKOTOPBIX
CTpaHaX U TIO3BOJISICT BBIABUTH 3a00JIeBaHHE A0 Pa3BUTHS HH(PEKIIMOHHBIX

OCJIOKHEHUU.
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Pucynok 3. Mauabunk ¢ cuaapom bpyrona

CesleKTHUBHBII Je(PUIIUT UMMYHOTJI00yJIHHA A

CenexTuBHBIA eUIUT MMMYHOIJIOOYyIMHA A TpeacTaBisieT coOoi HamOosee
pacupoCTpaHEHHBI  MEPBUYHBIA ~ MMMYHOAE(PUIUT,  XapaKTEPU3YIOIIUMICA
CHW)KEHUEM WJIM OTCYTCTBHEM CBIBOPOTOYHOro IgA mpu HOpMalbHBIX YpPOBHSX
IpPYrUX KJIacCOB MMMYHOIJOOYJIMHOB M  OTCYTCTBHUM JIPYTUX IPUYHH
ummyHonepumura.  CormacHo — kputepusm  EBpomelickoro  oOuiectBa
MMMYHOJE(PUIMTOB, JUarHo3 ycTaHaBiauBaeTcs npu yposHe IgA menee 0,07 r/ny
MallMEHTOB CcTapiue 4 JIeT MpU HOpMaJbHBIX YpoBHAX IgG u IgM u uckimoyenun
APYTUX NPUYUH TUIOraMMario0yJInHEeMUuu. DTHIEMUOIOT s

CenextuBHbii  nedunut [gA  sBasercs HauOojlee 4YacTbIM —MEPBUYHBIM
UMMYHOAEPUIUTOM ¢ pacnpocTpaHeHHOCThIO oT 1:300 go 1:700 B eBpomnelickon
nonyysinuyd. CyniecTBYIOT 3HAYUTENBHBIE JITHUYECKUE pa3/Inyus: y a3uaToB
3a00JiIeBaHUE BCTpPEUAETCS 3HAYUTEIBLHO pexe, ¢ vactoToil oxoso 1:18000.
My>XUMHBI W JKEHIIUHBI TOPAXaITCAd C OJIMHAKOBOW 4acTOTOW. 3aboJieBaHME
MOKET MPOSIBUTHCS B JIFOOOM BO3pACTe, OJIHAKO Yallle AMArHOCTUPYETCS B IETCKOM
Y MOJIOJIOM B3pOCJIOM BO3pacTe.

DTHONOTHUS U ATOTEHE3

OTHosnorus cenekTUBHOro nedunura [gA sBiIseTcs reTeporeHHON U 10 KOHLIA He
u3yyeHa. 3a0oyieBaHME HMMEET TEeHETHYECKYI0 MpepacioyioKeHHOCTb, YTO
MOATBEPKIAAETCA CEMEMHBIMU CIIy4asMH M acCOLMalMeld C ONpeIeSICHHbIMU
raiuIOTHUIIAMH TJIAaBHOI'O KOMILIEKCA TMCTOCOBMECTHMMOCTH, ocobenHo HLA-AI,
B8, DR3 u DQ2. Onucanbl Aeienuy reHoB TSHKENbIX 1eNe HMMYHOTJIOO0YJIMHOB,
mytauuu B reHax TACI, ICOS wu papyrux TreHax, YyYacTBYIOIIMX B
muddepenurpoBke B-mumdpouurtos.
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B nmarorenese 3a0o0JieBaHUS KIIOYEBYIO POJIb UTPAET HAPYLIEHUE TEPMHUHAIBHON
mubdepenuupoBku B-nmumdonuToB B IgA-npoayuupytonme mia3MaTUuecKue
KJIETKH. B-KJIIETKM ManWeHTOB 3KCIOPECCHPYIOT MOBEPXHOCTHBIA IgA, HO He
CIIOCOOHBI 3aBEpIINTh TU(PPEPEHIIMPOBKY U CEKPETUPOBATH MUMMYHOIIJIOOYIIUH.
[Ipeamonaraercst poib  HapymieHUss T-KJIETOYHOM  TOMOIH, Je()EeKTOB
IIUTOKWUHOBOM PEryJsiiiuy, 0COOCHHO TpaHchopmupyromiero pakropa pocta 6era u
uHTeperikuHal 0, KoTopble HEOOXOUMBI JIJIsl IEPEKITIOYEHUS U30TUIA Ha [gA.
VYcraHoBiaeHa CBSI3b  MEXIY CENEKTUBHBIM jAeduuutom [gA wu  oOmei
BapuabenbHOW MMMYHHOM HEIOCTAaTOYHOCTBHIO, KOTOPHIE MOTYT MPEICTaBIAThH
co00l pa3NuyHble TPOSBICHUS] OJHOIO MATOJIOTHYECKoro mpoiecca. OmnucaHbl
cilyyau TpaHcopManuu celnekTuBHoro aepunura [gA B oOuryro BapuadenbHyIO
MMMYHHYIO HEZJOCTaTOYHOCTD, YTO IMOATBEPKIAET UX TATOT€HETUYECKOE POACTBO.
OmnpeneneHnyo poJib B pa3BUTHH 3a00JI€BaHUSI MOTYT UTPaTh BHELIHUE (DaKTOPBI,
BKJIIOYAasT BHYTPUYTPOOHbIE HWH(EKUIMU, MPUEM HEKOTOPBIX JIEKAPCTBEHHBIX
npemnapatoB ((GEHUTOWH, NMEHULWIUIAMUH, Cyib(dacaia3uH, IpenapaThl 30J10Ta),
KOTOpBIE MOTYT BbI3bIBaTh BTOPUYHBIN feduuut IgA, 06bI4HO 0OpaTUMBI TIOCTe
OTMEHBI ITpenapara.
Knunnueckas kaptuna

Knuaudeckue mnposBieHUs celeKTuBHOro aedunutra IgA XapakTepusyroTcs
3HAYUTENIbHON  BapuadelbHOCThIO.  BONBIIMHCTBO  MAI[MEHTOB  OCTAIOTCS
OECCUMNTOMHBIMA Ha TPOTSHKEHUUM BCEW KU3HHM, W JACPUUUT BBISBISETCA
CJy4aitHO ipu pyTUHHOM oOcnenoBanui. [1o paznuunbiM qanubiM, 0T 25% 10 50%
MAlMEHTOB HE UMEIOT KIIMHUYECKUX MPOSIBICHUM.
NHpekunoHHbIe OCIOXHEHUsI SABJISIOTCS HaumOoJiee YacTbiIM MPOSIBICHUEM
cumnromaruaeckoro nedummra IgA. ITockonbky cekpeTopHblii [gA obecnieunBaet
JIOKAJIbHYIO 3aIlIUTY CIU3UCTHIX 00010Y€EK, €ro AEPUIUT MPUBOAUT K OBBIILIEHHON
BOCIIPUMMYMBOCTH K HMHQEKIHUSAM PECHUPATOPHOTO U KEITYJOUHO-KHIIEYHOTO
TPakTOB. XapaKTEpHBIMU SBJSIIOTCS PEHUAMBUPYIOMINE HHPEKIUU BEPXHUX
JbIXaTEIbHBIX MYTEW: CUHYCUTBI, OTUTHI, (PAPUHTUTHI, TOH3UIUIUTHI. BO3MOMKHBI
pelUIUBUPYIOIIE OpPOHXUTHl M MHEBMOHHMH, KOTOPHIE MOTYT MPHUBOJIUTH K
pa3BUTHI0O  OpOHX03KTa30B.  OCHOBHBIMH  BO30YIUTENSIMU  SIBJISIIOTCS
MHKarcylupoBaHHble Oaktepuu: Streptococcus pneumoniae, Haemophilus
influenzae, pexe Staphylococcus aureus.

["acTpouHTeCTHHAIbHBIE HH(EKIMH MPOSBIISIOTCS PELUANBUPYIOIIEH
nuapeei, Kotopas MOXKET ObITh BbI3BAHA  JIAMOJMO30M,

KaMITNJI00aKTEPHO30M, CAIbBMOHEITIE30M. XPOHUYECKAs AUAPES MOKET
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NPUBOJUTH K MaJIbaOCOPOLIMU U TTOTEPE MACCHI TeNA. Y YaCTH MAlIMEHTOB
pa3BUBAETCA LEMHAKUSI-TIOAOOHBIA CHHAPOM € aTpoueil BOPCUH KUIICYHUKA.
Annepruueckue 3a00€BaHUS BCTPEYAIOTCS Yy MALMEHTOB C CEJIEKTHUBHBIM
nepunurom IgA 3HaYMTENBbHO Yallle, yeM B oOuiei momyssiiuu. HaGnrogarores
OpoHXHUaNbHAsE aCTMa, aAJUIEPTHUECKUN PUHUT, aTOMUYECKUI JEePMATUT, MUILEBas
ajuteprusi. MeXaHu3M TOBBIIIEHHOW YacTOThl aJUIEPIHMUecKUX 3a00JIeBaHUi
CBA3BIBAIOT C HapylleHueM (OPMHUPOBAHUS OPAJIBHON TOJEPAHTHOCTH U
HEJOCTATOYHOW 3JIMMHUHALMEN aJNIEPTEHOB CO CIIM3UCTHIX 000JIOYEK.
AyTtonMMyHHBIE 3a0051eBaHus pa3BuBaroTcs y 20-30% manueHToB ¢ CENEeKTUBHBIM
nepunuuroM IgA, YTO 3HAYUTENBHO TNPEBBIIAET TMOMYJSIIMOHHYIO YacTOTY.
Haunbonee wacTto BCTpewaroTcs PEBMATOMAHBIA apTPUT, CUCTEMHAas KpacHas
BOJIYaHKA, Ay TOMMMYHHBIM THPEOUIUT, LEIUAKUS, BOCIIAIUTENbHbIE 3a001€BaHMs
kumeyHnka — (Oosme3np  Kpona,  s3BEHHBI  KOJNWT),  HMAMONATHYECKas
TPOMOOIMTONIEHUYECKAsT IMypHypa, AyTOUMMYHHasi Te€MOJIMTHYECKas aHEeMMs,
BUTWIINTO, ajomnenus. llatorenernueckas cBA3b Mexnay Jnepuuutom IgA u
ayTOMMMYHUTETOM J0 KOHIIAa HE YCTaHOBJIEHA, MPEIINOJAaraercs poJib OOIIUX
reHernyeckux  (QaxtopoB, ocobeHHo HLA-rammorunoB, u  HapyleHUs
UMMYHOPETYJISLNH.
OnkoJiorudeckue 3a001eBanus, 0COOCHHO JIUMGOMBI U KaPIIUHOMBI KETyI0YHO-
KHILIEYHOTO TPaKTa, BCTPEYAIOTCA y MallMEHTOB C CEJIEKTUBHBIM neduiutom [gA
HECKOJIBKO Halle, 4YeM B OOIIeH MOMyJISIUU, XOTsI a0COJTIOTHBIM PUCK OCTAETCs
HU3KUM.
AHauWIaKTHUYECKUE peaKIMu Ha TpaHC(Py3UU MPErnapaToB KPOBH MPEACTABISIOT
co0olf penkoe, HO TOTEHIUAIBHO >KU3HEYrpoXKaromiee ocloxHenne. OHu
BO3HHUKAIOT y IMMAIMEHTOB, UMEIOIMX aHTUTeNna K IgA knacca IgE nmm IgG, npn
BBEJACHUU MpenaparoB, cojaepxkamux I[gA. Puck pa3BuTusi Takux peakuuid
oneHnBaercss npumepHo B 1:20-1:50 cpenu maMEHTOB C CEJIEKTUBHBIM
nepunutom IgA.

JIlmarnoctuka
JlnarHoctuka cenekTuBHOTO neduuurta IgA ocHOBBIBaeTcs Ha JiabopaTOPHOM
BBISIBJICHUN CHWKEHUS WIM OTCYTCTBHUSI CBIBOPOTOYHOTO IgA NpH HOpMabHBIX
YPOBHSX JPYrMX HWMMYHOTJIOOYJIMHOB M HCKJIIOYEHUH JAPYTHX NPUYUH
UMMYHOJePUIUTA.
JlaGopaTopHasi TUAarHOCTHKA BKJIIOYAET OMPECIICHUE YPOBHEH CHIBOPOTOUHBIX
ummyHorioOynunoB IgA, IgG, IgM wu ux nogknaccoB. JlMarHoCTUYECKUM
KpuTepueM siBisieTcs ypoBeHb [gA menee 0,07 1/ y maneHTOB cTapiie 4 JieT mpu
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HOPMAJIBHBIX WJIM MOBBIIEHHBIX YpoBHsX IgG u IgM. V perelr mmaame 4 et
IMarHo3 CJEeAYeT yCTaHaBIMBAaTh C OCTOPOKHOCTBIO, MOCKOJBKY ypOBEHb IgA
JOCTUTAET HOPMAJIbHBIX 3HAUYECHUIN MOCTEMEHHO M MOXKET OBbITh (YM3HOTOTHUECKU
CHUKEH B paHHeM Bo3pacTe. OleHka crenupuyeckoro aHTUTENIbHOIO OTBETA
MPOBOAUTCS IMYyTEM  OMNPEIENCHUs TUTPOB AHTUTEN K OCJIKOBBIM W
MOJIMCAXapUJAHBIM AaHTUTEHAM TOCIIe BaKIMHAIMU. Y OOJBIIMHCTBA MAlUEHTOB C
U30JIMPOBAHHBIM JlepunuToM IgA crmocoOHOCTh K MPOAYKIMH CHenu(pUuuecKux
antuten kiacca IgG coxpaHeHa, 4TO OOBSICHSAET OTCYTCTBHE KIMHUYECKUX
NPOSIBJICHUA Y MHOTUX MalnueHTOB. CHIDKEHHUE CIeUU(PUUIEecKOoro aHTUTEIbHOTO
OTBETa MOJKET YKa3bplBaTh Ha COMyTCTByIOImUH aepuuut cyOkimaccoB IgG u
acCOLIMUPYETCs ¢ 00JIee THKEIBIM KIMHUYECKUM TEUEHUEM.
HccnenoBanne KIETOUHOIO MMMYHUTETA BKIIKOUYAECT ONPEACICHUE KOJIUYECTBA U
¢bynkuuun T- u  B-numdonuroB. Kak mnpaBmiio, mnokaszarenud KIETOYHOTO
MMMYHHUTETA OCTAIOTCS B IPEJIEIaX HOPMBI, XOTSI MOTYT BBISBJISITbCS. YMEPECHHBIC
HapyuieHus Tkierounod ¢ynkuuu. KonmdectBo B-nmum@onutoB HopmalbHOE,
oOHapyxuBaroTcsa B-kieTku, Hecylre MOBEpXHOCTHBIN [gA, yTo moaTBepkaaeT
UX IPUCYTCTBUE, HO HECITIOCOOHOCTh K TEPMUHAIBHOU TU(depeHIIPOBKE.
Omnpenenenre aHTUTEN K IgA pekoMeHyeTcs BCeM MalueHTaM, OCOOEHHO Nepes
MJIaHUPYEeMbIMU TpaHcy3usimMu. Hanmuune anTH-IgA aHTUTEN acCOUMUPYETCS C
MOBBIIIIEHHBIM PUCKOM aHa(UJIAKTUYECKUX peaklMil Ha TmpenapaTbl KpPOBH.
MosneKkynsIpHO-T€EHETUUECKOE HUCCIICIOBAHUE HE SBISETCS PYTHUHHBIM METOJI0M
JUArHOCTUKH, HO MOKET OBITh MTOKA3aHO MPHU CEMENUHBIX CITyYasiX Wi MOJ03PEHUH
Ha aCCOLMMPOBAHHBIE T€HETUYECKUE CUHAPOMBI. Mccnenyrorcs nenenuy reHoB
TSOKETIBIX 1IeTe MMyHorno0ynuHoB, myTtanuu B reHax TACI, ICOS u apyrux
KaHAUJAATHBIX TeHaXx.
JlonoJIHUTENbHBIE UCCIIENOBAHUS MTPOBOAITCSA B 3aBUCHUMOCTH OT KJIMHHUYECKHUX
MPOSIBJICHUM ¥ MOTYT BKJIIOUaTh HcCcieAoBaHWEe (GYHKIUUA JIETKUX TIpU
PELUIUBUPYIONIUX PECIIUPATOPHBIX WH(EKIMIX, KOMIBIOTEPHYIO TOMOTrpaduio
JETKUX IS BBISBJICHUS OpPOHXODKTA30B, JHIOCKOIMHMYECKOE HCCIEOBAaHUE
KEJITYJJOUHO-KUIIEYHOT0 TPaKTa ¢ OMONCUEN IPU XPOHUUYECKOU Juapee, CKPUHUHT
Ha LEJIMAKUIO.

Taxesabie koMOMHUpPOBaHHbIe HMMYHOAepuuuThl (TKUH)

TKHUH - rpynna tspkenedmux MUMMYyHOIEQUUUTOB € TIIyOOKUM HapylIeHHEM
KJIETOYHOTO U rymopaiibHoro ummyHnutera. bez TI'CK neranbhusl B nepBbie 1-2

roja >KM3HH.
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Taoauna 8. OcHoBHbIE (hOPMBI 1e()eKTOB AHTUTEI000PaA30BAHMS

dopma I'en/6enok Yacrora NmmyHopenoTun

X-cuemnennsiii | Mytanusa IL2RG  (yc| 45-50% T-B+NK-

TKMH  (SCID-| nens penenropos IL-

X1) 2,4,7,9,15,21)

HNedurutr ADA | Aneno3unne3amunasa | 10-15% T-B-NK-, KocTHBIC

U

HEBPOJIOTMYECKHUE
aHOMaJuu

Hedunut JAK3 | JAK3 TUPO3HH-| 5-7% T-B+NK-, AP

KHHa3a HacJIeI0BaHUE

Hedunut Pexombunazer V(D)J | 5-10% T-B-NK+, CUHJIPOM

RAGI/RAG2 Owmena

Hedurut IL-| a uens peuenrtopa IL7 | 5% T-B+NK+

TRa

Hedurut Penapanns JIHK 5% T-B-NK+,

Artemis

PaanoO49yBCTBUTCIIbHOCTD

O0mue kianunuveckue nposisiaenuss TKUH:

* Manudecranus ¢ 3-6 Mecs1eB )XU3HUA

* anepxka GU3NUECKOr0 pa3BUTHUS, TUIIOTPOPUS

» XpoHudeckas quapesi ¢ MajibadbcopOnuei

* YIIOpHBIN KaHIUA03 MOJIOCTH pTa, KOKH, KKT

* [ITHeBMOITMCTHAS THEBMOHUS (MHTEPCTUIIHAIIbHAS )

* Tsoxenwie BupycHbie napexunn (LUMB, BIIT', anenoBupyc, PCB)

* I'enepanuzoBannas bBLUK-undexuus

» Cernicuc, MCHUHTUT

* OTcyTcTBUE TEHU TUMYyca Ha peHTreHorpamme ¢ Copinb no tunmy PTIIX

(matepunckue T-kierku) JlabopaTopHas AMarHOCTHKA:

* Jlumdonenus (<2000/mx, yacto <1000/mx)

* Pe3koe camkenue uinn orcytcTBue T-mumdornmro (CD3+<300/mKir)

* KoymmuecTBo

B-mamdoruron 51

NK-kieTok

['umorammarnoGynuneMust (Bce kiaccol Ig)

BAPbUPYET .

* OTcyTcTBHE NMPOJIU(EPATUBHOTO OTBETA HA MUTOTE€HBI * OTCYTCTBHE WIIA PE3KOE

cumxkenue TREC Jleuenue:

* TT'CK - equHCTBEHHBIN paguKalbHbIA METO/ JIeueHUs!
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* 3ossiius B crepuiibHBIX yesoBusix 10 TT'CK

* [Ipodunaktuka nHPEKIHN (KO-TPUMOKCA30JI, TPOTUBOTPHUOKOBHIE)

* [Ipodunaktuka [IMB (ranumkioBup/BanraHuukioBup) <  OOdyyeHHBIE
KOMIOHEHTHI kpoBU (mpodmnaktuka PTIIX)

* 3ampernieHa BaKIMHAIINS KUBBIMU BaKITHHAMU !

* ['ennas Tepanus (111 HEKOTOPBIX HOPM)

[Ipornos: be3 TI'CK - neranbusl B Teuenue 1-2 ner. Ilpu TT'CK B nepssie 3,5
MecsIIa ’KU3HU BEDKHUBAEeMOCTh >95%, mmocne 3,5 mecsnes - 70-80%.
KomOunupoBanusie /] ¢ acconmrpoBaHHBIMU TTPU3HAKAMU
Cunnmpom Buckorra-Onnpuya mnpeactaBisieT coOoill penkuit X-CIerIeHHbIN
MEPBUYHBIA HMMMYHOAECPUIUT, XapaKTEPU3YIOUIUNCA KIACCUYECKON TpHUamou
KIMHAYECKUX TMPOSBJICHUIM: TPOMOOLUTONEHUSI C YMEHBIICHHEM pa3Mmepa
TpOMOOLIMTOB, 9K3€Ma M  PEUUJIUBHUPYIOIIME HMHPEKUUH  BCIEICTBHUE
KOMOMHHPOBAHHOI0 MUMMyHOJe(huuuTa. 3adoneBaHue ObLJIO BIEPBBIE OMUCAHO
HEeMeUKUM neauatpoM Anbdpenom Buckorrom B 1937 roay, KoTopsiii HaOI01a
Tpex OpaTheB C TPOMOOLMTOINECHUEH, KpOBAaBOM Juapeei, »HK3eMOW W
peunuauBupyommmu nadexnusamu. B 1954 rony amepukanckuit nenuarp Pobept
Onapuu ycTaHOBUJI X-CIEIUICHHBIA XapakTep HacjaedoBaHUs 3a00JieBaHuUsl,
UCCIeays FOJJIaHACKYIO CEMbIO C aHAJIOTUYHBIMU MPOSBICHUSMU HA MPOTSHKEHUH
HECKOJIbKUX ITOKOJICHUM.

ONUAEeMUOJIOTUS
Cunnpom Buckotta-Ongpuua sBAsieTCs peakuM 3a00J€BaHUEM C YacTOTOH
BcTpeyaeMoct OT 1:100000 mo 1:250000 >kMBBIX HOBOPOKIEHHBIX MAIBYUKOB.
3a0oyieBaHNE BCTpEYAaeTCss BO BCEX OJTHUYECKUX TIpyMIax, XOTs HEKOTOphIE
UCCJIEIOBAHMS YKa3bIBAlOT Ha 0o0Jiee BBICOKYID YAacTOTy B OIpPEIEICHHBIX
nonyysinuax. IloCKodabKy HaciaedoBaHWE NPOUCXOAUT IO X-CLEIIEHHOMY
PELECCUBHOMY THIMY, 3a00JI€BAlOT MPAKTUYECKH HCKIIOYUTEIbHO MAalb4HKH.
JIeBOUKU-HOCUTENbHULIBI, KaK MPABUJIO, KIMHUYECKU 3IO0POBBI, XOTSA B PEAKUX
CITy4asix Ipy KpaiiHe HeOIaronpusTHOM JaifOHU3aIliy MOTYT HaOJF01aThCs JIETKHE
MPOSIBJIICHUS 3200JI€BaHMSI, OOBIYHO OrPAHMYMBAOIIUECS TPOMOOLIMTOIIEHUEH.

DTHOJIOTHS U TATOT€HE3
['eneTnyeckoil npuunHoM cuHapoma Buckorta-Onapuua ABISIOTCS MyTalluu B
reHe WAS, pacrnojio)keHHOM Ha KOPOTKOM Iiedye X-XpOMOCOMBI B JIOKYyCE
Xpl1.22p11.23. K Hacrosimiemy BpemMeHH ujeHTtuduimpoBano O6osee 300

Pa3INYHbIX MYTaI_[I/Iﬁ B 9TOM TICHC, BKJIIOYasd MHUCCCHC- WM HOHCCHC-MYyTalluH,
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JeJIeuU, NTHCEPLUH, MyTalluy CAalTOB cIiaiicuHra. Tum MyTanuu KOppenupyer ¢
TSKECThIO KIIMHUYECKUX MPOSBICHUI: MUCCEHC-MyTallud OOBIYHO MPHUBOJAT K
Oosee nmerkomy (hEHOTHITy, TOTAa KaK HOHCEHC-MYTAlllH, JIEICIUA U MYyTallluH
CaliTOB CIUIAliCUHIA, TNPUBOASAIIME K OTCYTCTBUIO O€IKa, acCOLUHUPYIOTCSA C
KJIACCUUECKUM TSKEJIBIM (PeHOTUIIOM cuHApoma Buckorra-Onapuya.

I'en WAS konupyer 6enok WASp (Wiskott-Aldrich syndrome protein), koTopbiit
AKCIPECCUPYETCS] HMCKIIOYUTEIBHO B TEMOIOATHYECKUX KJIETKaX W HWIrPAET
KPUTHYECKYIO POJb B PEryJsiUU aKTUHOBOro IuTockenera. bemoxk WASp
y4acTBYET B II€pe/laye CUTHAJIOB OT MOBEPXHOCTHBIX PELENTOPOB K aKTUHOBOMY
LUTOCKEJIETY, PETYJIHUPYs MPOLECCHI KIIETOYHON MUTPALlMU, aIr€3UH, 00pa30BaHUS
MMMYHOJIOTHUECKOTO CHHaIca, (arouuTos3a, BEICBOOOKICHHUSI IUTOTOKCUYECKUX
rpaHy.

Hedexr O6enka WASp npuBOIAUT K MHOXKECTBEHHBIM HapyLIEHUAM (YyHKUIUN
pa3IMYHBIX KJIETOK HMMMYHHOW cHCTeMbl M TpomOomutoB. B T-nmumdonurax
HapyIaeTcs (dbopmHpoBaHue MMMYHOJIOTHYECKOTO CUHarca C
AHTUTECHIIPE3CHTUPYIOMMMH KJIETKaMU, YTO TPUBOAHUT K JNe(eKTaM aKTHBAIIHH,
nponudepaun = u - dddexropubix  pynkmuit  T-xkierok.  Habmromaercs
MIPOrPECCUPYIOIEE CHIKEHHE KoauuecTBa T-TMMQPOLMTOB C  BO3pPACTOM,
ocobenHo CD8+ T-xierok um HauBHBIX T-KJIETOK, UYTO CBSI3aHO C HapyLICHHEM
MUTpALUHU B TUMYC U YCUJIEHHBIM anonto3oM. OyHKIMs eCTECTBEHHBIX KUIJIEPOB
TaK)Ke HapyllleHa U3-3a 1eeKTa BHICBOOOKIECHUS HTUTOTOKCUYECKUX TPaHyJI.

B B-numdornurax nedexrt 6enxka WASp NpuBOIUT K HAPYIICHUIO AaHTUTEILHOTO
0TBETa, 0COOEHHO Ha MOJIMCAaXaPUAHbIC AaHTUT€HbI. XapaKTEepHO CHIXKEHNE YPOBHS
[gM nipu HOpMaNbHBIX WM MOBBIIEHHBIX YPOBHAX [gA n IgE, cHmkenue 1gG2 n
IgG4. Hapymaercs ¢opMupoBaHHE 3apOABILIEBBIX LEHTPOB B JUM(OUIHBIX
opraHax M MPOLECC COMATHUYECKOW TUIEepMyTalMi M TEPEKII0YEHUS U30TUIIOB
MMMYHOTJIO0YJIMHOB.

JledexT B aHTUTeH-TPE3CHTUPYIOMIUX KIIETKaX, BKIIOYas JCHAPUTHBIE KICTKH U
Makpodaru, MPUBOJUT K HAPYIIEHUIO WX MUTPALUH, AHTUICH-TPE3eHTAalUH,
(darouuTapHoOil GyHKIUH, YTO AOMOJTHUTENIBHO YCYTyOIsieT UMMYHOIE(PUIIUT.
TpomOoruTonenus ipu cuuApome Buckorra-Onapruya nMeeT MHOTO(GAKTOPHBIN
naToreHe3. TpoMOOLIMTHI UMEIOT YMEHBIICHHBIN pa3Mep BCIICACTBUE HAPYLICHHS
OpraHu3alMi aKTUHOBOTO LIUTOCKEJIETA.

[IponomKUTENPHOCTh  KU3HU  TPOMOOIIMTOB  3HAUUTENBHO YKOPOUYEHA C
HopMmanbHbIX 8-10 mguelr no 0,5-1 1HA u3-3a YCKOPEHHOTO pa3pylIeHUs B
ceie3eHke. MerakapyuouuTbl HE  CIOCOOHBI  HOpPMaidbHO  (OPMHPOBATH
MPOTPOMOOLIMTAPHBIE BBIPOCTHI, YTO MPUBOAUT K HAPYIICHUIO MTPOAYKIIHU

39



TpoMOOIIUTOB. DyHKIMS TPOMOOIMTOB TAK)KE HapyIllleHA BCJEACTBUE Je()EKTOB
AKTMHOBOTO ILIUTOCKEJETa, YTO MPOSBISAETCS CHWKEHHEM arperaiud u
HapyILIEHUEM BBICBOOOKIECHUS COAECPKUMOTO TPaHyII.
[IOBBIIIIEHHBIA PUCK AayTOMMMYHHBIX TIPOSIBICHUA W  3JIOKQUECTBEHHBIX
HOBOOOpa3oBaHui mnpu cunHjapome Buckorra-Onjgpuya cBs3aH ¢ HapylIeHUEM
UMMYHHON  perymsiuu, naeGextoMm  (QYHKIMH  PEeryiasTOPHBIX T-KIIETOK,
HapyLICHUEM SJIMMHUHAIMU ayTOPEAKTHUBHBIX KJIOHOB, XPOHUYECKON aHTUTE€HHOU
CTUMYJIALMEH Ha POHE PEIUANBUPYIOMINX HHDEKIUH.

Knunnueckas kaptuna
Knuuanueckue mnposiBaeHuss cupapoma Buckorra-Ongpuya XapakTepU3yOTCs
3HAUUTETHFHON BapuaOeIbHOCTBIO, OT TSKENBIX KJIacCuueckux (GopM a0 Oosee
JIETKUX BapUaHTOB, MPOSBIAIONIUXCS MPEUMYIIECTBEHHO TPOMOOLUTONECHUEH.
3aboneBaHre 0OBIYHO MAHU(PECTUPYET B IEPBBIE MECSIIBI dKU3HH.
['emopparvyueckuii CUHAPOM SIBJISIETCS OJIHUM U3 HamOoJee paHHUX M YacCThIX
MIPOSIBJICHUI 3a0071eBaHUA. TpombouuTonenus c XapaKTepHbIMU
MUKPOTPOMOOIIMTAMU TPUBOJUT K TMOBBIIICHHOW KPOBOTOYMBOCTH, KOTOpas
MOYET MPOSIBIATHCS YK€ B MEPUOJ HOBOPOKICHHOCTU. TUIMHUYHBIMU SIBJISIIOTCA
MEeTeXUAJIbHAS ChIllb, SKXUMO3bI, HOCOBbIE KPOBOTEUEHHUSI, KDOBOTOUMBOCTD JIECEH,
JUTUTEIbHBIE KPOBOTEUCHHS TPU TpaBMaxX M MEAUIIMHCKUX MAHUIYJISIHIX.
OC0OEHHO OmMacHbl KEITYJOUYHO-KUIIIEYHbIE KPOBOTECUEHUS, KOTOPHIE MOTYT
MPOSBIATHCS KPOBABOM PBOTOM, MEJIEHOM WA Te€MaTOXE3UEH U MPUBOAUTH K
TsDKEeTo — aHemmu, — TpeOyromelr — remorpancdysmit.  BHyTpuuepemnnbie
KPOBOM3NUSHUA SIBISIOTCS HamOoJiee TPO3HBIM OCIIOKHEHHUEM W OJHOM U3
OCHOBHBIX NPUYHMH CMEPTHOCTM B pAaHHEM Bo3pacte, Bcrpewarorces y 10-30%
MalMEeHTOB.
TskecTb reMopparu4eckoro CHHIpPOMa OOBIYHO KOPPEIMPYET CO CTENEHbIO
TPOMOOIIMTOTNIEHUH, KOTOpas BapbUpPyeT OT YMEPEHHOM 10 BBIPAXKEHHOU C
KOJIMYECTBOM TpoMOOoIuTOB 00b19HO HUke 70000/Mxit, wacto 10000-30000/mkJt.
XapakTepHbIM  JUAarHOCTUYECKUM  TPU3HAKOM  SIBISETCS  3HAYUTEIhHOE
YMEHBIIIEHUE CPETHETO0 00heMa TPOMOOIIMTOB, YTO OTJIMYAET CUHIpPOM Buckorra-
Onapuya OT APYrux MPUIHH TPOMOOIIUTOTICHUH.
DK3eMa pa3BUBaETCA y OOJIBIIMHCTBA NAUEHTOB, OOBIYHO B IEPBBIE MECSIIbI WU
TOJIbI )KU3HU, U MOXKET OBITh TIEPBHIM KIMHUYECKUM MPOSBICHUEM. DK3eMa Mpu
cuapome Buckorra-Onapuya HanmoOMHUHAET ATONUYECKUM  JAEPMATUT U
MPOSIBIIACTCS  3YIAIIMMHM  3PUTEMATO3HBIMU  TamyjlaMd M OJISIIKaMH €

TuXeHU(UKAKUEH, SKCKOPHAIUSAMHU, KOPKaMU. TUTTMYHAS JTOKAIU3AIUs BKIIOYAeT
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JUI0, KOKHBIE CKJIAJKH, pa3ruOaTesibHble MOBEPXHOCTH KOHEUYHOCTEH. DK3ema
4acTO OCJOXKHSETCS BTOPUYHOM OakTepuanbHON MH(pEKIMelH, OOBIYHO BHI3BAaHHON
Staphylococcus aureus Wi CTPENTOKOKKAMU, YTO TPUBOJUT K UMIETUTUHU3ALINY,
00pa30BaHUIO MYCTYJ, THOMHBIX KOPOK. TSKECTh 3K3€Mbl BapbUPYET OT JETKUX
dopM, XOpOIIO KOHTPOJHUPYEMBIX MECTHOM Tepamueu, OO0  TKEIbIX
reHepaTN30BaHHbBIX (DOPM, PE3UCTEHTHBIX K JICUCHHUIO.

NudexmonHblil CHHAPOM 00YCIOBJIEH KOMOUMHUPOBAHHBIM UMMYHOJIE(HOUIIUTOM
C MOpPaXKEHHWEM KakK KJIETOYHOTO, TaK U T'yMOPAaJbHOTO 3BEHHEB MMMYHHTETA.
[TarueHTH TOABEPKEHBI PEIUANBUPYIOMIMM WH(EKIIUSIM, BHI3BAHHBIM IIHPOKUM
CIIEKTPOM BO30yIUTENEH.

baktepuanbuble MHOEKIMM BKIIOYAIOT PEUUAUBUPYIOUIME OTUTHI, CHUHYCHUTHI,
ITHEBMOHHUH, BBI3BaHHBIE MPEUMYIIIECTBEHHO MHKAIICYJIMPOBAHHBIMU OAKTEPHUSIMHU,
TakKUMH Kak Streptococcus pneumoniae, Haemophilus influenzae. Xapakrephsi
TaK)Ke KO>KHbIe MH(EKLINH, BbI3BaHHbIE Staphylococcus aureus u cTpenToOKOKKamu,
BKJIIOYass HWMMETUTo, (OJUIMKYIUTBL, a0cuecchl, (IErMOHbBI, IEJUTFOJIUTHI.
Bo3MOXkHBI ceNTUYECKHE OCIOKHEHUS, BKII0Yasi 0aKTEPUEMHIO U CETICHUC.
Bupychble uHQEKIMM NpeICTaBISIOT 3HAUUTENbHYIO MpoOJieMy BCIEACTBHE
nedeKkTa KJIETOYHOro MMMYHHTETa. OCOOEHHO TSXKENO MPOTEKAIT WH(EKIHUH,
BbI3BAHHBIE BUPYCAMM TIE€pPIIETHYECKOW TpyNIbl, BKIKOYas NPOCTOM reprec,
KOTOPBI ~ MOXET  BbI3bIBATH  TSDKENbIE  KOXKHO-CIM3UCTBIE  MOpa)XEHUS,
repreTuYecKuil kepatut, sH1ehanuT. MHpexims BUpycoM BETPSTHONW OCTIBI MOXKET
OPUBOJAUTh K JUCCEMHUHHPOBAHHOW (opMe C MOpakeHHEeM JIETKUX, IEYEeHH,
LEHTPAJIbHOW HEpBHOW cucteMbl. LluTomeranoBupycHass HH(EKUUS MOXKET
IPOSIBISITBCS TTHEBMOHUTOM, TEMaTUTOM, peTUHUTOM. HWMHpexkuus Bupycom
OnmreitHa-bapp  accomuupyeTcss € TOBBIIIEHHBIM  PUCKOM  Pa3BUTHSA
auM@onpoaudepaTuBHBIX 3a00JICBaHUN.

OnnopTyHUCTHYECKHE HMH(EKIUN BCTPEUAIOTCS pEXe, YeM TMpU  TAKEIOM
KOMOWHHUPOBAaHHOM HMMYHOAC(PHUIIUTE, HO BO3MOXKHBI TPU TIKENBIX (hopmax
3a0oneBanus. OnucaHbl ciydyad MTHEBMOLUMCTHOM MHEBMOHUM, KaHIUI03a,
WH(DEKIUH, BEI3BAHHBIX AaTUITUYHBIMA MUKOOAKTEPUSIMH.

AyTOMMMYHHbBIE U BOCHAJIUTENbHBIE MPOSBICHUS PAa3BUBAIOTCSA Yy 3HAUUTEIILHON
YacTU MAlMEHTOB, OCOOCHHO MpPH KJIACCHYECKOH TsKeNol ¢opMe CHUHApOMA.
HaubGonee wyacTeiMu SBISAIOTCS ayTOMMMYyHHash TEMOJIMUTHYECKash aHEMUs,
UMMYHHasi TPOMOOIIMTOIEHHUSI, YCYTYOJIAIONIasi BPOXKACHHYIO TPOMOOLIUTOIECHHUIO,
ayTOMMMYyHHasi  HEUTpPONEHUS. B0O3MOXHBI ~ CHUCTEMHBIE  BacCKYJIUTHI,
BOCHAIMTENIbHbIE 3a00JIeBaHUS KUILIEYHUKA, HallOMUHatomue 6osie3us Kpona v

S3BEHHBIN KOJIUT, ayTOUMMYHHBIN IJIOMEpYJIOHE(DPUT, apTPUTHl. AyTOUMMYHHBIE
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OCJIO)KHEHHS] OOBIYHO Pa3BUBAIOTCS B 00JIee CTapIleM BO3PACTE U aCCOLIMUPYIOTCS
C HEOJIaroNMpPUATHBIM IIPOTHO30M.

3JI0Ka4YeCTBEHHbIE HOBOOOPA30BaHUsI BCTPEYAIOTCS y MALMEHTOB C CUHAPOMOM
Buckorra-Ongpuya 3HAYMTENBHO 4Yalle, YeM B OOIIEH MONYJSALHMH, C PUCKOM
okosio 13-22% x Bo3zpacty 20 ner. Haubonee yacTbiMu SIBISIOTCS JTUM(OMBI,
MPEUMYIIECTBEHHO B-KIeTOuHbIE HEXOKKMHCKHME JuM@PoMbl ©u JuMdoma
XOIKKHHA, YacTO acCOLMMPOBaHHbIE C BHpycoM OnmreiiHa-bapp. Taxxe
BCTPEYAIOTCS JICMKO3bI, COJIUJIHBIE OITyXOJIH. 3710KaueCTBEHHbIE HOBOOOPa30BaHUs
MOTYT pa3BUBAThCS B JIIOOOM BO3pacTe, HO 4Yalle B MOJAPOCTKOBOM M B3POCIOM
epuoJe.

AJIEprUYecKre NPOSIBICHUS BKJIIOYAIOT MHUILEBYIO AJJIEPTHIO, AJJIEPTHUYECKUN
PUHUT, OpPOHXHAIBbHYIO aCTMy, KOTOPbIE€ BCTPEYAIOTCS Y MHOTHMX IALIMEHTOB U
00yCJIOBJIEHBI MOBBIIIIEHHBIM YpoBHeM IgE u HapyiieHneM UMMYHOpETYJISIIUN.
Crnenomeranus pa3BuBaeTcss Yy OOJIBIIMHCTBA MAIMEHTOB  BCIEACTBUE
CEeKBECTpallud U pa3pylIeHUs TPOMOOIUTOB, JUMGOUTHON THUNEPIUIA3UU,
XPOHMYECKON aHTUTEHHON CTUMYJISILIAH.

Cnektp ¢peHOTHIIOB

B 3aBucumocTH OT THIIA MyTallMK U CTeNeHU HapylieHus: Gyukuuu 6enka WASp
BBIJICJISIFOT HECKOJIBKO KIMHUYECKUX (PEHOTUIIOB:

Kinaccuuecknii cuaapom Buckorra-Onapruda XapakTepusyeTcs MOJHON Tpruaaon
ITPOSIBJICHUI: TPOMOOLUTONIEHUS c MUKPOTPOMOOIUTaAMH, DK3EMa,
peUANBUPYIONIME HWH(EKIMKU, YacTo C pPa3BUTHEM AyTOMMMYHHBIX H
3JI0KAYECTBEHHBIX OCHIOXXHEHHI. OOyCJIOBIIEH MyTalUUsMH, NPUBOIALIIMMHU K
OTCYTCTBHIO WJIU PE3KOMY CHMKEHUIO dKcnpeccun oenka WASp.

X-cuerneHHass TpOMOOIIMTONIEHUSI TIPEJICTABIIsIET cO00i OoJiee JIETKHUI BapuaHT
3a00neBaHusl, NPOSABIAIONIMICS NPEUMYIIECTBEHHO TPOMOOIMTONIEHUEH C
MUKPOTPOMOOIIUTAMU TPU OTCYTCTBHUM WJIM MHUHUMAJBHBIX MPOSIBICHHIX
UMMyHOAepUITa U dK3eMbl. O0yCIIOBJIEHAa MUCCEHC-MYTAITUSIMU, TTPUBOISIIIIAMHU
K JKcrnpeccud (YHKIMOHAJIBHO Ne(EeKTHOr0, HO YaCTUYHO AKTHUBHOTO Oeska
WASD.

Nurepmeananbabie (GOpMBI 3aHUMAIOT TPOMEKYTOUHOE TOJOKEHHE MEXIy
KJIACCUYECKUM CHUHIPOMOM M X-CLEIUICHHOW TPOMOOIIMTONEHUEH C pa3IudHOM
CTEIMEHbIO BHIPAXKEHHOCTU KOMIIOHEHTOB TPUAIBI.

Bpoxnennas HeuWTporeHus, X-CIEIUICHHAs, MPEACTaBIsieT co0oii  0coObIi
(heHoTuUI, BhI3BAaHHBIN CrieU(PUIECCKUMU MyTallusiMu B reHe WAS, npuBoasIimmMu

K KOHCTUTYTHUBHOM akTuBanuu 6enka WASp. [IposiBrsiercs TsSKeIoN BPOKISHHOM
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HEUTpOTNIEHHEH, MHENOoAuCIUIa3ueld  0e3  XapakTepHOM  JJii  CHHApPOMA
BuckorraOnnpuua Tpuaisl.

JInmarnocruka
Huarnoctuka cunHapoma Buckorta-Ongpuda OCHOBBIBAETCS HA XapaKTEPHOU
KJIIMHAYECKOW KAapTUHE, CEMEHHOM aHamHe3e, Ja0OpaTOpHBIX MJAaHHBIX H
MOJIEKYJISIPHO-T€HETHYECKOM MOATBEPKICHUU.
KimHnueckass AWarHoCTHKa TMPEANOiaraeTcss y MalbYUKOB C  TpUAI0N
MPOSIBIICHUI: TPOMOOIIUTOINECHUS, DK3e€Ma, PEUUIUBUPYIOUINE HH(EKIUH,
OCOOEHHO TMpU HATUYUM CEMEHHOro aHaMHe3a AaHAJOTMYHBIX CIydyaeB Mo
MAaT€pUHCKON JMHUUA WIH PAHHEH CMEPTH MaJIbYMKOB OT KPOBOTCUEHUN WIIU
MH(pEKIui.
['emaTonornyeckoe HCCIEAOBAaHUE BBISABISECT TPOMOOIUMTONEHUIO Pa3IMYHON
CTENEHN TshKeCTH. [[aTOrHOMOHWYHBIM NPU3HAKOM SIBIISIETCS 3HAYUTEIIBHOE
yMEHbIIIEHUE cpeaHero ooreMa TpomooruToB (MPV), o0bruHO MeHee 6-7 ¢ npu
Hopme 7,5-11,5 ¢n. Ilpm MHUKpOCKOMM Ma3Ka KpPOBH BU3YAIU3UPYIOTCS
MUKpPOTPOMOOIIUTHI. MOKeT HaOII0JaThCsl JCHKONEHUs, aHEMUs MPU PA3BUTUU
KPOBOTE€YEHHN WM AYyTOUMMYHHOW T€MOJIUTHYECKOM aHeMHH. KOCTHBI MO3r
O0OBIYHO HOPMOIEIUTIOJIIPHBINA ¢ HOPMAJIbHBIM WJIM TTOBBIIIEHHBIM KOJIMYE€CTBOM
METaKapuOLUTOB.
NMMyHosornyeckoe  oOCI€AOBaHME  BBISBISET  Pa3IMYHOM  CTENEHHU
BBIPAKEHHOCTH KOMOMHHPOBAaHHBIN UMMYyHOAehuuT. KonmrmuecTBo TUMQpo1nToB
MOXET OBITh HOPMAJBHBIM WM CHH)KEHHBIM. XapaKTEpHO MPOTPECCUPYIOIEe
CHWKeHHUE KonnuecTBa T-mumMponuToB ¢ Bo3pacToM, ocodeHHo CD8+ 1 HauBHBIX
CD45RA+ T-knerok. [IponmudepatvBHbiii OTBET JUMQPOIMTOB HA MUTOTEHBI U
AHTUTEHbI CHMKEH. DYyHKIMSA €CTECTBEHHBIX KUJUIEPOB HAPYLIEHA.
YPOBHM UMMYHOTrJO0YJIMHOB MOKAa3bIBAIOT XAPAKTEPHBIM MATTEPH: CHUKEHUE
[gM, HOpManbHbI WU ymMepeHHO cHWXeHHbIM [gG, mosbiienne IgA u IgE.
CHwxenbl ypoBHu mnoaknaccoB IgG2 u 1gG4. Hapymen cnenuduyeckuii
AHTUTEJBHBIA OTBET, 0COOCHHO Ha MOJIMCAXAPUTHBIC AHTUTCHBI.
N3oreMarrmoTHHUHBI (aHTUTENIa K aHTUTEeHaM Tpynn KpoBH A u B) o0braHO
OTCYTCTBYIOT WJIM 3HAUYUTEIBHO CHUXKEHBI, YTO SBJISETCS XapaKTEPHBIM
JUAarHOCTUYECKUM ITPU3HAKOM.
Onpenenenne okcnpeccun Oenka WASp B jumdorurax WM JIpyTrux
FEMOMOATUYECKUX  KJIETKaX  METOJOM  MPOTOYHOM  UUTOMETPUH  WIIH
UMMYHOOJIOTTHHTA SIBJISIETCSI OBICTPBHIM CKPUHUHTOBBIM METOJIOM JUATHOCTHKH.

OTcyTCcTBHE WM pE3KOE CHUKEHHE JKcrpeccuu Oenka WASp moarBepikmaet
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JMArHo3 KJacCU4eckoro cuuapoMa Buckorra-Onapuya, Haivuue Oenka co
CHUKEHHOM 3KCcTpeccueit xapakTepHo Juisi X-CIETUIEHHONW TPOMOOIIUTOIICHHUH.

MoJteKynIsIpHO-TEHETHYECKOE VCCIIEIOBAHUE reHa WAS METOJIOM
CEKBEHUPOBAHMS SIBISETCA 30JI0TBIM CTAHIAPTOM JHATHOCTUKA W TO3BOJIAET
UIECHTU(UUIHUPOBATh KOHKPETHYIO MYTAlMIO, YTO BAXXHO JUIS OIpeneseHus
IIPOTHO3a, TEHETHUYECKOr0 KOHCYJbTUPOBAHUS, NPEHATAIBHOM JUATHOCTUKH.
VYcraHoBIeHHE TUIIa MYTAlMKM TO3BOJSIET MPECKa3aTh TsHKECTh (DEHOTUIA U
TeyeHue  3a00JeBaHUS. JIOTIOHUTENbHBIE  WCCIEAOBAHMS  BKIIIOYAIOT
BU3yaJIM3allMI0 TpPU TMOAO3PEHHH Ha BHYTPUYEPENHOE KPOBOU3IHSHHE,
HHIOCKOIMYECKOE HCCIIEIOBAHUE TPHU >KETYIOYHO-KHUIIEUYHBIX KPOBOTECUCHUSIX,
OMOIICHIO KOKH MPU TAKEION IK3EME JJI UCKIIOUEHUS IPYTUX I€PMATO30B.
[IpenaTanbHass JUArHOCTMKA BO3MOXHA IPU H3BECTHOM MYTAallMM B CEMbE U
MIPOBOAUTCS IYTEM MOJIEKYJIsIpHO-reHeTnueckoro uccinenoanus JIHK mona,
MOJIyYeHHOU MpH OMOIICUU BOPCUH XOPUOHA WIIM aMHUOILIEHTe3€e. Takke BO3MOKHO
onpeaeeHue MoJa MIo/1a, TaK Kak 3a00JIeBatOT TOJIbKO MaJIb4HUKH, U ONIPEICIICHUE
akcnpeccun 6enka WASp B KJIeTKax 1mioja.

Pucynok 4. Cunapom Buckorra-Ongpuya

HeoHartanbHblli CKpUHUHT C ONIPEACIICHUEM KOJIMUECTBa U pa3Mepa TPOMOOITUTOB
MOTEHIIMAJIBHO MOXET BBISIBUTH 3a00JieBaHUE B MEPHUOJ HOBOPOXKIECHHOCTU O
Pa3BUTHUS KJIMHUYECKHUX MPOSIBJICHUM.

Cungpom Jlym-bap, Takke M3BECTHBIM KaK aTaKCUS-TEICAHTUIKTa3Us,
MpEACTaBIsIeT Cco00Ml penKoe ayTOCOMHO-PELECCMBHOE MYJIbTUCHUCTEMHOE
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3a00JIeBaHNE, XapaKTEPU3YIOIIEECs IPOrPEeCCUPYIONIEH MO3KEUKOBON aTakCuell,
OKYJIOKYTaHHBIMM  TE€JEAHTMAIKTA3UsMU, HMMYHOAEC(PUIUTOM, IOBBIILIECHHON
YyBCTBUTEIBHOCTBHIO K HOHU3UPYIOLIEMY M3IYyYEHHUIO U MPEIPACIIOI0KEHHOCTBIO
K 3JI0Ka4€CTBEHHBIM HOBOOOpa3oBaHUsIM. 3a00s1eBaHe ObLIIO BIEPBBIE ONUCAHO B
1941 rony ¢dpaniysckum HeBpomnartonorom leuus Jlyu-bap, kotopas Habmronana
JNEBSITUIETHETO MAJIbYMKA C TNPOTPECCUPYIOLIEH MO3KEUYKOBOM AaTakKCHEN W
MHOKECTBEHHBIMU TEJICAHTMAIKTa3UsIMU KOHBIOHKTUBBI U KOXu. [lo3nHee Obun
YCTaHOBJICHBl UMMYHOAC(PUIIUT U APYTHUE CUCTEMHBIE TIPOSBICHHUS 3a00ICBaHMS.
INUAEMHUOJIOTUSA

ATakcus-TeJIeaHTUAKTa3usi BcTpedaeTcss ¢ yactotod ot 1:40000 mo
1:100000 >kMBBIX HOBOPOXKIEHHBIX, XOTS MCTUHHAS YAaCTOTa MOYKET OBITH BBIIIIC
U3-3a HEJOJMArHOCTHKU JIETKUX (OPM WJIM paHHEH CMEPTHOCTH IMAIMEHTOB 0
YCTaHOBJICHHMS TUarHo3a. 3a00JIeBaHNE BCTPEUAETCS BO BCEX ATHUUECKUX TPYyIINaXx,
XOTSI HEKOTOpPHIE TOIMYISAIMU C BBICOKOM YacTOTOM OJIM3KOPOJCTBEHHBIX OpakoB
UMEIOT 0ojiee BBICOKYIO PAaCHpOCTPAHEHHOCTh. MYXYUHBI U SKCHIIUHBI
IOpakaroTcsi OAMHAKOBO 4acTo. Hocurenu rerepo3uroTHeix Myranuii B reie ATM
BCTpEUarOTCsl MpUMEpHO ¢ dvacTtoTor 1:100 B oOmield mOMyJasamuud W HMEIOT
MOBBIIIIEHHBIA PUCK Pa3BUTHS 3JI0KAYECTBEHHBIX HOBOOOpa3oBaHUM, OCOOEHHO
paKka MOJIOYHOM KeJe3bl Y JKCHIIUH.

ITHOJIOTUSA U NATOTeHe3

['eHeTMYECKON MPUYMHON aTaAKCUHU-TEJICAHTUIKTA3UU SIBJIAIOTCS MyTallud B
reHe ATM (ataxia-telangiectasia mutated), pacrmonokeHHOM Ha JJIMHHOM ILie4e
11-i1 xpomocomsl B okyce 11q22.3. Unentuduuuposano 6oiee 800 pa3nuyHbIX
MyTalllid B ’TOM I'€He, BKJII0Yasi HOHCEHC-MYTAaIlUH, 1eJICUH, UHCEPLUHUH, MyTalluH
CaliTOB CIUIAiCMHTa, MPUBOJMSIIME K OTCYTCTBUIO WM PE3KOMY CHIKCHUIO
¢ynkuun Oenka ATM. MucceHc-MyTaly, COXpaHSIONIME OCTATOYHYIO
AKTUBHOCTH O€JIKa, BCTPEYAIOTCS PEKE U OOBIYHO aCCOIUUPYIOTCS ¢ OOJIee JIETKUM
(EHOTUIOM C MO3THUM Ha4yaoM U 0oJiee MEAJICHHBIM TPOrPECCUPOBAHUEM.

I'en ATM xoaupyeT o4yeHb KpymHblii 6e1ok ATM, cocrosimmii u3 3056
AMUHOKHCIIOT,  KOTOPBIM  TPEACTaBIsIET  COOOW  CEpUH-TPECOHHHOBYIO
NPOTEMHKUHA3Yy, NMpuHaiexkalyo Kk cemeictBy PI3K-nmogoOHbix kuna3. benok
ATM sBasieTcsl KIIOUEBBIM PETYJISTOPOM KJIETOUHOTO OTBETA HA MOBPEXKICHUS
JHK, ocobenno nHa nByxienodeunbie pa3pbiBel JIHK, koTopwie siBhsitoTCs
Han0oJiee OMACHBIM TUIIOM MTOBPEXKICHUH.

[Ipu BO3HMKHOBEHHUU HBYXIlenodeuHbiX pa3psiBoB JHK Oemox ATM
OBICTPO aKTUBHpYETCS myTeM ayTohochOpHIMpOBAaHUS € JUCCOIMAIMHM U3
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HEAKTUBHBIX JIUMEPOB B aKTHUBHbIE MOHOMEpHI. AKTHBUpOBaHHbIH ATM
dhochopumupyeT MHOKECTBO CyOCTpaTHBIX OCJIKOB, YYaCTBYIOIIMX B perapaiyu
JIHK, xoHTpone knerouHoro mukia, amomnrose. KmtoueBbiMu mumensmu ATM
spistorcs 6enku pS3, CHK2, BRCA1, NBS1, H2AX u mHOTHE IpyTHE.

®dochopunupoBanre pS3 NPUBOIUT K €ro CTaOMIM3AIMM W aKTUBAIlMU, YTO
3aImyCKaeT OCTaHOBKY KJIETOYHOTO ITMKIIA B KOHTPOJLHBIX Toukax G1/S u G2/M,
NO3BOJIAASI KJIETKe penapupoBaTh noBpexacHus JIHK wmu, npu HEBO3MOXKHOCTH
penapanuu, uHAyuuponaTh anonto3. AxktuBanus CHK2 Ttaxxke crnocoOGcTByeT
OocTaHOBKE KieTouyHoro ukia u pernapamuu JJHK. ®ochopunupoBanue ructona
H2AX co3maer ¢okycel B mectax noBpexnaenust JIHK, ciyxkamue miatdopmoit
JUISL PEKPYTUPOBAHUS perapalioOHHbIX OCJIKOB.

ITpu nedekre O6enka ATM Hapyuiaercs HOPMajbHBIM OTBET Ha IMOBPEXKIACHUS
JIHK, 49ro npuBOAMT K HAKOIJICHUIO XPOMOCOMHBIX aOepparuii, TeéHOMHOU
HECTa0MJIBHOCTH, HApYLICHUIO KOHTPOJS KIETOYHOro mukia. Kiuetku c
noBpexaeHHor JIHK He ocTaHaBIMBaIOT JEeIEHUE U HE TTOABEPrarOTCs aronTo3y,
YTO NPUBOJUT K HAKOIUICHUIO MYTAllMl U ITOBBILIEHHOMY PUCKY 3JIOKaYE€CTBEHHOU
Tpancopmaruu.

HeBponornueckne  mpoOSIBIEHUsS ~ ATaKCUU-TEJICAHTMAKTa3WM  CBSI3aHBI  C
NpOrpecCUpyrolIe aereHepamuert kinerok I[lypkuHbe mozxkeuka. MexaHuszm
HEWPOAETEHEPALIMH 10 KOHIIA HE SICEH, HO MPEAIOJIAraeTcs, 4To KieTku [lypkunbe
OCOOEHHO YYBCTBUTEJIBbHBI K OKHCIUTEIBHOMY CTPECCY H HAKOILICHHUIO
noBpexaenuit JIHK BciaeacTBre BEICOKON METa0OJIMUECKON aKTUBHOCTH. JledekT
oenka ATM npuBOogUT K HECmocOOHOCTH 3(P(EKTUBHO penapupoBaTh
MOBPEXKJICHUS, YTO BBI3BIBAET MPOTPECCUPYIONTYI0 THOEnb HeHWpoHOB. Takke
HapylIaeTCsl BE3UKYJIPHBIA TPAHCIIOPT B HEMPOHAX.

TeneaHnrusKTazum  pa3BUBAIOTCA  BCJIEJICTBHE HApPYIIEHHS CTaOMJIBHOCTH
AHAOTETUATBHBIX KJIETOK U COCYUCTOMN CTeHKH TpH aedekre ATM, XoTa TouHbIC
MEXAHU3Mbl OCTAIOTCS HE TMOJHOCTBIO TMOHSATHBIMU. BO3MOXHO, UIpaeT poJib
Hapyuienne penapanuu JHK B sHOOTENManbHBIX KIETKAX M XPOHUYECKOE
BOCITAJICHUE.

NMMyHOAEPUITUT TIPU  aTAKCUU-TETICAHTHIKTA3MH HMMEET KOMOWHUPOBAHHBIN
XapakTep ¢ MPEUMYIIECTBEHHBIM MOPAXKEHUEM TYMOPAJILHOTO 3BeHa. benok ATM
UrpaeT BaxHyrd poiab B mpomeccax  V(D)J-pekomOuHaimu  reHOB
MMMYHOTJI0O0YJIMHOB W T-KJIETOYHBIX PEIENTOPOB, MEPEKIIOUECHUS H30TUIIOB
MMMYHOTJIOOYIMHOB, co3peBanus aumdouutoB. [dedhekr ATM mnpuBoaut K

HapyIIeHuto co3peBanus T- u B-mumboruToB, anonTo3y THMOIMTOB, TUTIOTIA3UH
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tuMmyca u JumbouaHod TkaHu. HaOmiomaercs mporpeccupyroliee CHIXKEHHE
KoJudecTBa JUM(OUUTOB ¢ Bo3pacToM. [loBbIIEHHAs 4YyBCTBUTEIBHOCTh K
MOHM3UPYIOUIEMY  M3JIy4eHHIO  OOYyCIIOBJI€HA  HECIOCOOHOCTBhIO  KIIETOK
s dexTuBHO pernapupoBaTh AByxIenodeunbie pa3pbibl JJHK, nnnynupoBanubie
paauanueii, 4Tro NpPHUBOJUT K IMOBBIIIEHHOW T'HMOEIM KIETOK W TKAHEBBIM
MOBPEKACHUAM MPHU 00JTy4YEeHUH.

Kinunnyeckasi kKapTuHa

KimHnueckne  MposiBIEHUS  ATAKCUM-TEJICAHTMAIKTa3MH  XapaKTEpHU3yHOTCs
IPOTrPECCUPYIOIINM TEUEHUEM U BOBJICUEHUEM MHOKECTBEHHBIX CUCTEM OPTaHOB.
HeBponoruueckue MposIBICHUS SBIAIOTCS HamOoJiee XapakTEpHOW M paHHEH
yeproil 3aboneBaHus. Ilporpeccupyromas MO3XKEUKOBasi AaTakCUsl OOBIYHO
ABJISIETCS IEPBBIM CUMIITOMOM, IIPOSIBIISIFOIIMMCS B Bo3pacte oT 1 1o 4 nert, koraa
peOEHOK HAuyMHAET XOAUTh. POoIWUTENM OTMEYalOT MATKOCTh MOXOJKH, YacCThbIe
NaZeHus, HapylIeHWe KOOpPAWHALMM  JBWIKEHUH. ATakCUs  HEYKIOHHO
MPOrPECCUPYET, MOCTENEHHO HApacTaeT HApPYIICHHE IOXOJIKH, KOOpAUHAIUH,
paBHoBecusa. K Bospacty 10-12 jneT OOJIBIIMHCTBO MAIIMEHTOB HYXKJAIOTCA B
MHBAJIMIHON KOJISICKE NIl IEPEIBUKCHMUS.

OKyJIOMOTOpPHBIE HAPYIICHHS PA3BUBAIOTCS PAHO U BKJIIOYAIOT allpakCUIO B30pa,
XapaKTEPU3YIOUIYIOCS HECIIOCOOHOCThIO MPOU3BOIBHO OBICTPO NMEPEBECTU B3IJISI
Ha OOBEKT 0e3 MOBOPOTa rOJIOBBI, HUCTArM, HapylIeHHE IJIABHOCTU CIEISLINX
JBYKEHUH TJ1a3. DT HApYLIEHUS] MOTYT MPOSIBIISITHCS paHbILIEe aTAKCUU U CITYKUTh
PaHHUM JUArHOCTUYECKHUM IPU3HAKOM.

JuzapTpusi pa3BuUBaeTCs 10 Mepe MPOTrpeccCUpoBaHUs 3a00JieBaHUsA, peyb
CTAHOBHUTCSl CMAa3aHHOW, CKaHIWPOBAHHOW, 3aMEIJICHHOM, 4YTO 3aTpyJHSET
KOMMYHUKaIuio. Jlucdarus MoxxeT pa3BUBaThCsA B 0oyiee cTaplieM BO3pacTe U
OPUBOJUTH K ACTIMPALIUN, HAPYILEHUIO IUTAHMUS.

[lepudepuueckas Heitpomatusi ¢ apediekcueld pa3BUBaeTCs y OOJBIIUHCTBA
NAIMEHTOB U MPOSIBIISIETCS CHUKEHUEM UITU OTCYTCTBHEM TITyOOKHUX CYXOKUIIBbHBIX
pednekcos, HapylIeHUEM MPONPHUOLIEITUBHOM u BUOPAITMOHHON
YyBCTBUTEIBHOCTH, YTO JOMOJHUTEIBHO YCYTyOJII€T aTaKCHIO.

Xopeoarero3, MUOKIOHYC, TUCTOHUSI MOTYT pPa3BUBATHCS Y YAaCTU MALMEHTOB,
0COOEHHO B MOAPOCTKOBOM U B3pOCJIOM BO3pAacTe, U YCYyTI'yOJIATh JBUTATEIbHBIC
HapyILIEHUS.

KorautuBHbele PyHKIIMU OOBIYHO OTHOCHUTEIILHO COXPAHHBI B JIETCKOM BO3paCTe,

XOTA MOT'YyT Ha6J'IIOI[aTBC$I TPYAHOCTH C 06yquHeM, CBJA3aHHBIC C ABUT'aTCIIbHBIMHA
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U PEYECBBIMM HapyLIEHHUAMHU. B MIOIPOCTKOBOM M B3pOCIOM BO3pPACTE MOKET
Pa3BUBAThC KOTHUTUBHOE CHUKCHUE PA3JINYHOM CTETICHU BBIPAKEHHOCTH.

HeiipoBusyanuzanuss BBISBISAET TPOTPECCHPYIONTYI0 aTpodUI0  MO3KEUKa,
OCOOEHHO YepBs MO3KEUKa, KOTOpas HAYMHAETCSd B pAHHEM BO3pacTe U
IPOrpeccCUpyeT C TEYEHHEM BpeMEeHH. MoxkeT Takke HabOmomaThes aTpodus
CTBOJIa MO3ra M OOJBIIMX MOJyLIApUi TOJIOBHOTO MO3ra B Oojee crapiieM
Bo3pacTe. TeneaHrMdKTa3Wy SIBIIAIOTCS XapaKTEPHBIM, XOTS M HE IOCTOSHHBIM
npu3HakoM 3a0oisieBaHusA. OHM OOBIYHO MOSIBISIOTCS B BO3pacTe 3-6 JeT, pexe
no3xe. TemeaHrMdKTa3uu MNPEACTaBISIOT COOOM  pacIIMpEHHbIE HW3BUTHIC
Kalusipel, Hauboyiee XapakKTepHO pacrosararouigecss Ha  OyiapOapHOit
KOHBIOHKTUBE, IJI€ OHU BBIMJISASAT KaK KPAaCHbIE M3BUTHIE COCYIUCTBIE CETOUKH.
KoHbIE TENeaHTMIKTa3uH JIOKAIM3YIOTCS HA ydacTKaxX KOXH, IOJABEPKEHHBIX
COJIHEUHOMY OOJTyUEHUIO: YIIIHbIE PAKOBUHBI, LI€sl, KyOUTaIbHbIE U MOAKOJICHHBIE
AMKH, pEXe JUIO0. TeleaHrndKTa3uu HE BBI3BIBAIOT  (PYHKIMOHAIBHBIX
HapyLIeHUH, HO NPEACTaBISIIOT KOCMETUYECKHI Ne(eKT U SIBIAIOTCS Ba)KHBIM
JUArHOCTUYECKUM MPU3HAKOM. Y YACTH MALMEHTOB TEJIECAHTMIKTAa3UH MOTYT

OTCYTCTBOBATb UJIN OBITh MUHHUMAJIEHO BbIPpaKCHHBIMU.

NMMyHOIEPUIUT TPOSBISAETCS HOBBIIEHHON BOCIPUUMUYUBOCTBIO K MHPEKLIUSM,
PEUMYIIECTBEHHO PECIHUPATOPHOTO TpaKTa. XapaKTepHbl PEUUAMBHPYIOIIHNE
CUHYCHUTBI, = OTHUTHI, OpOHXWTHI, THEBMOHHWH, BBI3BAaHHBIE  OOBIYHBIMU
OaKTeprabHBIMUA BO30YAUTENSIMUA. XPOHUYECKUE U PELUTUBUPYIONTHE UHPEKIIUH
IBIXaTeNbHBIX MyTeW MNPUBOAAT K Pa3BUTHIO OpPOHXOIKTA30B, XPOHUUYECKUX
3a00JIeBaHUN  JIETKMX, [HEBMOCKJIEpPO3a, JbIXaTebHOM HEIOCTaTOYHOCTH,
KOTOpBIE SIBJISIOTCSI OJJHOW U3 OCHOBHBIX PUYUH 3a00JI€BAEMOCTU U CMEPTHOCTH.
BocnpunMuuBOCTh K BUPYCHBIM HWH(MEKIHUSIM OOBIYHO HE CHJIBHO IOBBIIIEHA
Osaroziapst OTHOCUTENIbHO COXPAaHHOMY KJIETOYHOMY UMMYHUTETY.

MMMyHOI0TrHYECKHE HapyLICHHs BKIOYAOT JTUM(OIEHHIO C TPOTrPECCUPYIOIIUM
CHUKEHUEM KOJIMYECTBa JIUMQPOLUTOB, 0cOOeHHO T-KJIeTOK, ¢ Bo3pacToM. MoxeT
HaOIIOAATHCS CHIDKEHHE TOAKIACCOB TUM(MOIUTOB, 0cobeHHo CD4+ 1 HauBHBIX
T-xnetok. IlponudepaTuBHbI OTBET JTUMQPOIMTOB HA MHUTOTE€HBI MOXET OBIThH
CHIDKEH. YPOBHH HMMYHOTJIOOYJTMHOB BapbhbUPYIOT: XapaKTepHO CHIDKeHUE IgA y
50-80% mnaumentoB, cHmxkenue 1gG2 n 1gG4, cHmxenue wnm orcyrctBue IgE.
YpoBuu IgM u oOmero IgG MoryT OBbITh HOPMAJIbHBIMH WM YMEPEHHO
CHIDKeHHbIMH. Crnenuduueckuid aHTUTENbHBIM OTBET Ha OCJIKOBBIE W

MOJIMCAXAPHUAHBIC AHTUT'CHBI 9YaCTO HAPYIICH.
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['unornasust TaMyca U TMMGOUTHON TKAH! MPUBOIUT K YMECHBIIICHHIO Pa3MEpPOB
MUHJAIHMH, JUM(PaTHICCKUX y3JI0B, YTO MOXET OBITh 3aMETHO NMPHU (PHU3NKAITBHOM
o0cliefOBaHUH.

Pucynok S. Cunapom Jlyun-bap
b

OHJIOKpUHHBIE HApyLIEHUS BKJIIOYAIOT 3aJE€pXKKY I[OJOBOIO  pa3BUTHA,
TUIIOTOHAU3M BCJIEJICTBUE TEPBUYHON HEAOCTATOYHOCTH TOHaA. Y JI€BOYEK
Ha0JIt01aeTCs 3aJIepIKKa MEHapxe, HEpETyJISIPHbIE MEHCTpYalWH,
MPEeXIEBPEMEHHAs] OBapHUalibHas HEIOCTATOYHOCTh. Y MaJbUUKOB MOKET OBIThH
3ajiepkka myOeprara, TMIOTOHAIU3M. YPOBHM TOHAJOTPONMHOB IOBBIIICHBI,
yKa3plBas Ha MEPBUYHBIA XapakTEp HEAOCTATOYHOCTH. BO3MOXXHBI HApyIIECHHMS
pOCTa, HU3KOPOCIOCTh BCIICICTBUE XPOHUUECKOTO 3a00JIeBaHus1, MallbaOCcopOIuy,
XOTd KJIACCHYEeCKas SHJOKPUHHAs IATOJIOTMS pOCTa HE  XapakTepHa.
NHCYyNMHOPE3UCTEHTHOCTh W HAapyUIEHUE TOJEPAHTHOCTU K TIJIFOKO3€ MOTYT
pa3BUBAaTbhCS Yy B3pPOCIBIX MAMEHTOB.  3J0KAue€CTBEHHbIE HOBOOOpa30BaHUS
pa3zBuBatorcs y 25-40% manueHToB ¢ aTakCUel-Teaeanruskrasueid, uto B 100-250
pa3 mpeBbIIAET pHUCK B o0mied nomysnsuuu. Hambosiee 4YacTbIMU SBISIOTCS
37I0KQYE€CTBEHHBIE JINM(POMBI, MPEUMYIIECTBEHHO T-KJIETOYHbIE HEXOHKKUHCKUE
auM@poMbl, U OcTpble JUM(OOIACTHBIE JIEHKO3bl, MNPEUMYIIECTBEHHO T-
KJIETOYHbIE. 3JI0KaYECTBEHHbIE HOBOOOPA30BaHUSI MOTYT Pa3BUBAThCS B JHOOOM
BO3pacTe, HaUMHAas C PAHHETO JETCTBA, HO MUK 3a00JI€Ba€MOCTU MPUXOAUTCS Ha
MMOAPOCTKOBBIM M MOJIOOM B3pOCIBIM BO3pacT. Pexe BCTpeyarOTCs COJIMIIHBIC
OMyXOJIM, BKJIIOYUas paK >KeIyJKa, MOJIOYHOW JKeye3bl, SMYHUKOB. JleueHune
3JI0KaY€CTBEHHBIX HOBOOOpa30BaHUM OCJIOKHSIETCS MOBBIILIEHHON
YYBCTBUTEIBHOCTBIO K PAIUOTEPANHUH U HEKOTOPHIM XHUMHOTEPANEBTUYECKUM

npenaparam, noppexaarommm JHK.
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KoxHble mMposiBICHUST MOMHMMO TEJIEAHTMAKTA3UM  BKIIOYAIOT THUIO- U
TUIEPIUTMEHTALUI0 KOXKH, KOo(eiHble MATHA, CeOOpEHHBIN IepMaTUT, NpU3HaAKu
MPEeKICBPEMEHHOTO CTapeHUs KOXU C arpodueil, morepel 31acTUYHOCTH,
cyxocThio. CeJible BOJIOCHI MOTYT IMOSIBIISITHCS B pAHHEM BO3pacTe.
Jlerounbie OCIIO)KHEHHS SBIISIIOTCS OCHOBHOM TNPUYMHOM 3a00JIEBAEMOCTH U
cMepTHOCTH. [ToMrMO MHGPEKIIMOHHBIX OCIOKHEHHUH C Pa3BUTHEM OPOHXOIKTA30B
U XPOHUYECKUX 3a00JIeBaHUM JIETKUX, BO3MOKHO Pa3BUTHE WHTEPCTUIIMAIBHOTO
jgeroyHoro ¢uoOpo3a, OOJUTEPUPYIOLIETO OPOHXHUOJNUTA, KOTOpPHIE MOTYT
MIPOrPECCUPOBATH O JBIXaTEIIbHOM HEIOCTATOYHOCTH. AcHupanusi BCIEICTBHE
nucharum ycyryOJiser Jerounple mpooOIeMBbl.
KenynoyHo-KuIlIeUHbIE  TMPOSIBJICHUS  BKIIOYAIOT  TracTpod3odarcanbHbIN
pediirokc, XpOHUYECKYIO JHapero, MainbadcopOIuoo. Bo3MoxHBI aHOMaAIUHU
MIEYEHH C MOBBIIICHUEM TPAHCAMUHA3, CTEATO3 II€UYECHH.

Merabonuyeckue HapyIIeHUs BKJIIOYAIOT TIOBBIIIEHUE YPOBHS

anbpa-

(deronpoTenHa B CBIBOPOTKE KpPOBH, KOTOPO€ HAOIIOJAETCS MOYTH y BCEX
MAlMEHTOB cTapiie 2 JIeT W SBJISETCS BaXXHBIM JUATHOCTUYECKUM MapKEPOM.
MexanusM TOBBIIEHHS —anb(a-peTonpoTenHa HE N0 KOHIAa $CEeH, HO
MPEANOoaraeTcsi CBs3b C PEreHEepaTUBHBIMU TPOLECCAMU B IE€YEHU WIH
HapyIIEHWEM CO3pPEBaHMsI TeMaToIUTOB. YPOBEHb anb(da-peTonporerHa 0ObIYHO
yMepeHHO ToBbIlIeH, B 10-100 pa3 BbIle HOPMBI, HO HE JOCTUTae€T 3HAUYCHUH,
XapaKTEPHBIX N1 TEPMUHOTCHHBIX OIYXOJEeH WM TenaToleUIIOIIPHON
KapIIMHOMBI.
[IporpeccupoBanue 3a00JieBaHUs MIPUBOJIUT K HapacTaromie napanuauzanuu. K
MOJIPOCTKOBOMY BO3PAcCTy OOJBIIMHCTBO MAllMEHTOB MPUKOBAHBI K WHBAIUIAHON
KOJIICKE, UMEIOT BBIPAKEHHBIE PEUEBbIC HAPYIICHUS, 3aTPYIHEHUSI C TUTAHUEM,
HY>K/Ial0TCSl B IOCTOSIHHOM yXOJE€.
JAunarnocruka

JInarHocTMKa aTaKCHUM-TEJICAHTMAKTAa3UM OCHOBBIBACTCA HAa  XapaKTEPHOU
KIIMHAYECKOW KapTHHE, JTa00paTOpPHBIX MaHHBIX, MOJEKYJISPHO-TEHETHYECKOM
MOATBEPKACHUU U (PYHKIIMOHAJILHBIX TECTaX.

Knunnueckass AuMarHoCTHKa MPEANoJaraeTca y JEeTed ¢ MPOrpecCUpyrouen
MO3KE€YKOBOM aTaKCUEW, HAYMHAIOLICWCS B PAaHHEM BO3pacTe, OKYJIOMOTOPHOMU
arpaKcueu, TEJICAHTUIKTA3ZHUSIMU, pPELMANBUPYOLIUMU UHOEKIUIMU

AbIXaTCIbHBIX HyTeﬁ. CeMeliHBIM aHAMHE3 MOYKET BBISIBUTH aHAJIOTUYHBIE cilydyan
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y CI/I6COB, 4YTO YKa3bIBACT Ha aYTOCOMHO-pCHCCCHBHBIﬁ THIT HACJICOAOBaHUA, HUJIN
ClIy4dau 3JIOKa4CCTBCHHBIX HOB006paBOBaHI/Iﬁ y pOI[CTBCHHHKOB-HOCHTCJ'ICﬁ.

JlaGopaTtopHass JIHarHOCTUKAa BKJIIOYACT OMNpEACNCHUE YpPOBHS
anbda-

(deTonpoTenHa B CHIBOPOTKE KPOBHU, KOTOPBIN MOBBIIIEH Y 95% nanueHToB crapiie
2 ger. IloBeimenue anbda-peTonpoTenHa HE SBISICTCS CHCHU(PUIHBIM IS
ATAaKCUMUTENICAHTHAIKTAa3MM, HO B COYETAHUU C XapaKTepHOM KIMHUYECKOU
KapTUHOM CITY>KUT BaXKHBIM MOATBEPKIAIOIIUM MTPU3HAKOM.
NMMyHoOsIOrH4eckoe 00Cae10BaHNE BhISBISAET TUM(ONEHUIO PA3IMYHOM CTEIEHH,
cHmxeHue konnuectsa CD4+ u HauBHBIX T-KI€TOK. YPOBHU UMMYHOTJIO0YJIMHOB
MOKAa3bIBAIOT XapaKTEPHBI NaTTEepH €O CHUXeHueM [gA y OoJbIIMHCTBA
MalMeHTOB, CHIDKCHUEM ToAKIaccoB IgG, oTCyTCTBUEM MM PE3KUM CHIDKCHHEM
IgE. Cnenuduyeckuii aHTUTEIBHBIA OTBET HA BAaKIMHAJIHHBIE AHTUTECHBI YacTO
HapyIIeH.
[{utorenernueckoe wucciaegoBaHue JUMGPOIUTOB MNepUuPepuIecKor  KpOBHU
BBISIBIISIET XapaKTEPHbIE XPOMOCOMHBIE TPAHCIIOKAIIUU C BOBJICUEHHEM XPOMOCOM
7 u 14 B nokycax reHOB T-KJIETOUHBIX PELENTOPOB U UMMYHOIJIOOYJIUHOB. DTU
TPaHCJIOKALMK OOHAPYKUBAOTCA Y 5-15% AumM(ponuTOB M OTpaXxarT HapyIICHUE
nporeccoB  V(D)J-pekomOunanuu. IloBblllieHa CHOHTaHHAs XPOMOCOMHAs
HECTAOMIBPHOCTh C YBEIIMUYEHHUEM YaCTOTHl XPOMOCOMHBIX Pa3pbIBOB U OOMEHOB.
TecT Ha paMOYyBCTBUTEIBHOCTh KJIETOK JEMOHCTPUPYET MOBBIIIEHHYIO THOEIH
KJIETOK TAaI[MeHTa MpU OOJYyYEeHUH In Vitro MO CPaBHEHHUIO C HOPMAIbHBIMU
KJIETKaMH. DTOT TECT BBICOKOCTICTIM(UYCH I aTaKCHU-TEICAHTHIKTA3UH, HO
JIOCTYTIEH TOJIBKO B CTICIIHAIM3UPOBAHHBIX JTA0OPATOPHUSIX.
Onpenenenue skcnpeccun u  ¢yHkuuu Oenka ATM B numdorurax wuiH
bubpobiacTax METOIOM UMMYHOOJIOTTUHTA WJIM TPOTOYHON LIUTOMETPUHN MOXKET
BBISIBUTh OTCYTCTBHE WJIM PE3KOE CHUKEHHUE O€liKa, YTO MOATBEPKIAET JAHATrHO3.
OYHKIIMOHAIBHBIE  TECThl ~ OLIGHUBAIOT  CHOCOOHOCTH Oenka ATM  k
aytodochopmwirpoBanuio U ¢GochopuIMpoBaHUI0 CyOCTpPaTOB B OTBET Ha
MOHU3UPYIOIIEEe U3TyUCHHUE.
MonexkynspHO-reHETHYECKOE UCCIIEIOBAHUE reHa ATM METOJIOM
CEKBCHUPOBAHMS SBJISCTCS 30JI0TBIM CTAHIAPTOM JHATHOCTUKA M TIO3BOJISCT
UIEeHTU(UIIMPOBATh TATOTEHHbIE MyTanuud y 95-98% manmmueHToB ¢ TUIMUYHOM
KJIMHUYECKOM KapTUHOMW. YCTAHOBJIEHME KOHKPETHBIX MYTallMd BAaXHO IS
TCHETHYECKOTO KOHCYJBTUPOBAHUS, IPEHATATLHON JTUArHOCTUKH, BBISBICHHS

I'CTCPO3UTI'OTHBIX HOCHUTEJICH B CEMbE.
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HelipoBusyanu3zaius METOJIOM MAarHUTHO-PE30HAHCHOW WJIM KOMIIbIOTEPHOM
ToMorpaduy BBISBIIET aTPOPHUI0 MO3KEUKa, OCOOEHHO 4YepBs, KOTOpas
nporpeccupyet ¢ Bozpactom. MPT Gosiee 4yBCTBUTENBHA )11 PAHHETO BBHISBICHHUS

NU3MEHEHWH.

WccnenoBanrie (QyHKIIMM JIETKUX TMPOBOAMUTCS [IJISi OLIEHKH JIbIXaTeJIbHOMN
(yHKIIMH, BBISBIICHUS PECTPUKTUBHBIX WM OOCTPYKTUBHBIX HAPYIICHHM.
KomnrerorepHast Tomorpadus Jerkux BBICOKOTO Pa3pelieHus MO3BOJISIET BBISIBUTH
OpOHXOAIKTa3bl, UHTEPCTUIIMATbHBIC U3MEHEHUS, THEBMOCKJIIEPO3.
DHJIOKPUHOJIOTHYECKOEe  00ClieZIoBaHUE BKJIIOYACT OMNpe/AeNieHue YpOBHEH
TOHAJ0TPOIMHOB, MOJIOBBIX TOPMOHOB JIJIsl OLEHKU (YHKIIUU TOHAJl, 0COOCHHO B
myOepTaTHOM BO3pacTe.

[IpeHaranbHas IUArHOCTHKA BO3MOYKHA IIPU HM3BECTHBIX MYyTalUAX B CEMbE U
IPOBOAMUTCS IYTEM MOJIEKYJISIpHO-reHeTnyeckoro uccnenosanus JHK mmona,
MOJIy4YeHHOM Mpu OUOTICUU BOPCUH XOPUOHA MUJIM aMHHUOIIEHTe3€e. Takke BO3MOKHO
U3MepeHue ypoBHs aib(a-heTonporernHa B aMHUOTHYECKOMN KUIAKOCTH, KOTOPHI
MOKET OBbITh MOBBILIEH MPU ATAKCHUH-TEJICAHTMAKTA3UH IUI0JA, XOTA 3TOT METOA
MEHEE HAJIEXKEH.

CKpUHUHT HOBOPOXJECHHBIX HA AaTAKCHUIO-TEJICAHTMAKTA3UI0 HE IPOBOJMTCS
PYTHHHO H3-3a PEIKOCTHU 3a00J7eBaHUsA U OTCYTCTBUS 3(P(EKTUBHBIX METOIOB
PaAMKAIBLHOTO JICUCHUSI, XOTS PaHHsIS JUArHOCTUKA Ba)KHA A MPOGUIAKTUKH
OCJIOKHEHHM.

Cungpom [Im JI:kopmku  mpeacTaBisieT coOOM  BpPOXKIACHHOE
reHeTUYeCKoe 3a00JeBaHUE, BO3HHUKAIOLIEE BCJEACTBUE [EJIELHUU YydacTKa
JUIMHHOTO Tuieya 22- xpomocombl (22ql1.2). Dto omna wu3 Haubosee
pacnpoCTpaHEHHBIX MUKPOJEICIIMOHHBIX AHOMAJIMI Y YeJIOBEKA, BCTPEUAOIIasACs
¢ yactoroi npumMepHo 1:4000 HOBOPOXKIEHHBIX. 3a00JIEBaHUE XapaKTEPU3YyeTCs
HIUPOKUM CIEKTPOM KIIMHUYECKUX MIPOSIBJICHU, 3aTparuBaroIIUX
MHOKECTBEHHBIE CCTEMbI OPTraHOB. DTUOJIOTHS U naToreHe3 B ocHoBe cuHapoma
JIeKUT JAeNienus yyacTka xpomocoMbl 22q11.2, cogepxkaiiero ot 30 go 40 reHoB.
Kputnueckumu siBisitorest rensl TBX1, COMT, PRODH u apyrue, yuactByroime
B OMOPHOHAILHOM PAa3BUTUU CTPYKTYP, (POPMUPYIONIUXCS W3 TPEThETO H
YETBEPTOIrO TJIOTOYHBIX KapMaHOB. [IpubmmusurensHo B 90% ciydaeB nenenus
Bo3HUKaeT de novo, B 10% ciydaeB HacieayeTrcss OT OJHOTO U3 POJUTENeH MO
ayTOCOMHO-IOMUHAHTHOMY Tuily. Hapymenue »smOpuoreHesa NPUBOIUT K
AHOMAJIbHOMY Pa3BUTHUIO MPOU3BOAHBIX TIJIOTOYHBIX KapMAaHOB, YTO OOBSCHSET

XapakTEepHYIO TpUaay IPU3HAKOB: THUIOIUIA3UI0 WIM aIlla3uio THUMYCA,
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TUIONAPATUPEO3 U BPOXKIACHHBIE NOPOKM cepaua. JlepekT pa3BuTHs TUMyca
OpPUBAUT K HapylIeHUI0 co3peBaHus T-nmumponuToB, uTo QopmMuUpyeT
UMMYHOJIC(PUIIUTHOE COCTOSIHHE Pa3IUYHON CTereHu TshkecTu. KimHuueckas
kaptuHa KimmHndeckue nposiBiueHus cuHapoma Ju JPKOpIDKK XapakTepU3yrTCs
3HAYUTENbHON  BapualeNbHOCTBIO, OT  JETKUX (GopM 10  TSDKETBIX
KUZHEYTPOKAIOUINX COCTOSHUHN. MIMMyHOOrnueckrue HapyuieHus: 00yCIOBICHBI
runorviasueit wim amiasueit tumyca. [lpu nonnoit popme cuaapoma HabIOJAETCS
BbIpakeHHast T-kieTouyHass jumdornenus ¢ koiumuectBoM CD3+ mumdouunTon
meHee 500 KIETOK/MKJ, 4YTO MPUBOAUT K TSDKEIOMY KOMOWHUPOBAHHOMY
ummyHonepuuty. Ilpu yactuunoit gopme aeduuut T-KIETOK BapbUpPyeT OT
yMepeHHoro 10 jerkoro. OyHkuus B-muMdountoB 0OBIYHO COXpaHEHA, OJAHAKO
U3-32 HapyleHus TKIETOYHOM MOMOIIM MOYKET HaOJI0JAThCS HEIOCTATOYHBIH
AHTUTENbHBIA OTBET HAa HEKOTOPbIE aHTUreHbl. KIIMHUYECKH 3TO MpOsBIsSETCS
NOBBIIIEHHONM  BOCHPUMMYMBOCTBIO K  BHUPYCHBIM, IpUOKOBBIM U
ONIMOPTYHUCTUYECKUM HUH(PEKUHAM, BKIIOYas ITHEBMOLMCTHYI ITHEBMOHHIO,
KaHIHUJI03, XPOHUYECKYIO [Haper0. OHJOKPUHHBIE HApYIIEHHS] CBS3aHbl C
TMIOIUIA3MEe WM arula3uell NapalluTOBHIHBIX JKEJe3, YTO IPHUBOJIUT K
TUIONAPATUPEO3Y U THUMOKANBIMEMUH. [ MIOKAIBLIMEMHSI MOXKET MPOSBISITHCS B
HEOHATAJIBHOM IIEPUOJIE CYyI0POTraMu, TETAHUEH, JAPUHTOCIIa3MOM.

VY YyacTu NanueHTOB TMIIOKAIBLIUEMHS] HOCUT TPAH3UTOPHBIN XapakTep, y APyrUxX
COXpaHSeTCs TMOXXU3HEHHO, TpeOys NOCTOSHHOM 3aMECTUTEIBHON Tepanuu
npenaparamu Kaiablus U BuTaMuHa D BpoxkieHHble TOpOKH ceplia BCTPEUYaroTCs
y 75-80% mnanuentoB ¢ cunapomom [u xopmku. Hambonee xapakTepHBIMH
SBJISIFOTCSA KOHO [ pyHKanbHbIE TOPOKHU: TeTpagaa Paito, oOmmii apTepruaibHbIi
CTBOJI, aTPe3Hs JErOYHOU apTepHHu ¢ Je(HEKTOM MEKKETYJOUKOBOU MEPETOPOJIKH,
nepepbiB nyru aopthl Tuma B. Taxke BcTpedaroTes: nePeKThl MEXKETYJOUKOBON
U MEXIPEICEPAHON IMEPEropoioK, aHOMAIMM IyI'M AaOpThl. TSKECTh NMOPOKOB
BapbUpyeT OT T€MOJUHAMUYECKH HE3HAYUMBIX J0 TPEOYIOIIMX HEOTII0KHOIO
XUPYPTHUYECKOI0 BMEIIATEIBCTBA B HEOHATAIBHOM IIEPUOJE.
Kpannodaunanpuple  aHOMaNuu  BKIIOYAIOT  XapakTepHbI  (EHOTHIL:
TUIEPTEIOPU3M, aHTUMOHTOJIOUIHBIN pa3pe3 ria3, KOPOTKUN KeJ000K BEepXHEu
ryObl, MHUKpPOTHAaTHIO, HHU3KO paCHOJIOKEHHBbIE J1e()OPMUPOBAHHBIC YIIHBIC
PAKOBHHBI, pacilieNuHbl HeOa. BripaxkeHHOCTH JIMILIEBBIX JU3MOP(GUN BapbUPYET U
MOET ObITh HE3aMETHOM NpH JiIeTKUX (popmax 3aboneBanus. HeBposioruueckue u
IICUXUYECKNE HAPYLIEHUS MPEACTaBICHBI 3a1€PKKOM ICUXOMOTOPHOIO Pa3BUTHS
Pa3IMYHOM CTENeHH, HAPYUIEHUSIMU pe4M, TPYAHOCTAMH oOydenus. CpemHuii

K03 UIIMEHT UHTEeJUIeKTa cocTaBisieT 70-85.
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Y 3HauuTEIBLHOM YACTH MAIMEHTOB B IMOJPOCTKOBOM M B3pPOCIOM BO3pacTe
Pa3BUBAIOTCS TICUXMUYECKHE PACCTPOMCTBA, BKIIOYAs MH30(PEHUIO, OUTIONISPHOE
ad(dekTUBHOE pacCTPONCTBO, TPEBOXKHBIE paccTpoiicTBa. Jlpyrue cucTteMHbIC
NPOSIBJICHUST MOTYT BKJIIOYATh AHOMAJIMM TIOYEK W MOYEBBIBOASALIUX IyTeEH,
CKeJleTHbIe AedopManui, oPTaTbMOJIOTUYECKUE HApYLICHUs, HEHPOCEHCOPHYIO

TYTOyXOCTb, npoOJieMbl € IIATAHUEM BCIICJICTBHE HEOHO-TJIOTOYHOM
HEJIOCTAaTOYHOCTH.
JInarnocruka.

Huarnoctuka cunapoma Ju [[xopmku 6a3upyeTcs Ha KIMHUYECKOW KapTHHE U
MOATBEP)KAAETCA  MOJIEKYJISIPHO-T€HETUYECKUMU ~ MeTojaMH.  KimHuueckas
JMAarHOCTUKA OCHOBBIBAETCS HA BBISBICHUU XapAaKTEPHON TPUAAbl: BPOXKICHHBIC
MOPOKH CEepLa, THIOKAIBLIMEMHS M PELIUIMBUPYIOIINE HH(DEKIIUU B COYETAHUH C
XapaKkTepHbIMU KpaHHO(]auuaapbHbIMU aHoManusMu. llogo3peHrne Ha CUHIpPOM
JOJDKHO BO3HHMKaTh IIPM HAJIMYMM KOHOPYHKAJIBHBIX IIOPOKOB  CepAla,
HEOHATAIbHOW TUIIOKAJIbLIUEMHH, PACILETNHBI HEOa, 0COOEHHO MTPHU UX COUETAHUH.
JIaboparopHasi AMarHOCTUKa BKJIKOYAET OLEHKY MMMYHOJIOTMYECKOTO CTaryca:
onpeneneHue koiuyectsa U GyHkuuu T- u B-numdonuros, cyonomynsuuii T-
kierok (CD3+, CD4+, CD8+), nponudepaTUBHOTO OTBeTa JIUMQOIMTOB Ha
MUTOTEHBI, YPOBHEH UMMYHOTJI00YJIMHOB. XapaKTEePHbIMU HaXOAKaMH SIBIISIOTCA
nuMmponenusi, cHkenne konuuectsa CD3+ u CD4+ numdouuTtos, HapylieHue
nposinepaTUBHOTO OTBETA.

buoxumuueckoe UCCJIEI0BAHNE BBISIBIISIET TUIOKAIbIUEMHUIO,
runepdocdaremuto, HU3KHN WIN HEOIpeaeIIEeMbIN YPOBEHB
naparropmona.lHCTpyMeHTallbHasi JIMarHOCTUKA BKIIIOYAET 3XOKapAHorpaduio
JUIS  BBISABIICHUS BPOXKJIEHHBIX IOPOKOB Cepllla, PEHTTeHOrpaduio OpraHoB
IPYAHON KJIETKH JJIs1 OLIEHKU TEHU TUMYCA, YIbTPa3ByKOBOE UCCIEJOBAHUE MOYEK
Y NIapaIlUTOBUIHBIX XkKene3.MoJIeKyIIpHO-T€HETUYECKOE UCCIIE0BAHUE METOOM
bnyopecuenTHoit tubpuamzanuu in  situ  (FISH) wim  mynpTumniexcHon
nurazo3aBucumoii amrurdukamuu mpod (MLPA) mo3BossieT BBISIBUTH JCNCIIUIO
22q11.2 u noarBepxaaet quario3 y 90-95% nauneHToB ¢ TAMMYHOM KIIMHUYECKOM
kapTtuHO#. [Ipu oTpuaTeNbHOM pe3yabTaTe U HAJTUYMK KIMHUYECKUX PU3HAKOB
PEKOMEHIYETCSl NPOBEJECHUE XPOMOCOMHOIO MHKPOMATPUYHOIO aHalIu3a i
BBISIBJICHUS ATUNHWYHBIX JIeJIeUUd WM JAPYIMX XPOMOCOMHBIX aHOMAaJuil.
[IpenaTanbHas AMArHOCTUKA BO3MOKHA MPU HAJTMYUKM CEMEHHOT0 aHaMHe3a WU
BBISIBICHUH  YJIBTPA3BYKOBBIX MAapKepoB (BPOXAECHHBIE IOPOKH  CEpALa,
TUIOIUIA3HUsT TUMYCa) W BKIIIOYAET MOJIEKYJISIPHO-T€HETUYECKOE HCCIIEI0BAHKE
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MaTepuasa, MOJy4YeHHOTO0 NMpPH aMHUOLEHTE3€ WM OWOICHMU BOPCHUH XOPHOHA,
NICEBIOTUIIONIAPATUPEO3OM.
Cunapom k004, TaKXKe W3BECTHBIM KaK CHUHIPOM

runep-IgE, npeacrasnser co0oit peakuii MepBUYHBIN UMMYHOICPUIINT,
XapaKTEepU3YyIOLIUNC KIACCUYECKOU TPHUAION KIIMHUYECKUX ITPOSIBJICHUN:
PEUUANBUPYIONINE KOKHBIE U JIETOUHbIE HHPEKIIMHU ¢ 00pa30BaHUEM XOIOHBIX
abclieccoB, Ype3BbIUaiiHO BHICOKHUI ypoBeHb IgE B ChIBOpOTKE KpOBH U
XapaKTepHbIE COMaTHUEeCKUE aHOMaIIMU. 3a001eBaHUE ObLJIIO BIIEPBHIE OMKMCAHO B
1966 rony amepukanckumu ucciaegoBaTensiMu J[aBrcom u Benenem, KOTopsie
HaOII0AAIN JBYX JIEBOYEK C PELIMIUBUPYIOIIUMHU XOJOIHBIMU
cTaUIOKOKKOBBIMHU a0ciieccaMu U kpanuBauiiet. B 1972 rogy byxu u
KOJIJIETW OMKCAIH IBYX MallMEHTOB C PEIUANBUPYIOMUMHI HHDEKIUIMU, IK3EMOI
Y PE3KO MOBBIIICHHBIM YpOoBHEM IgE, Ha3BaB 3TO COCTOSIHUE CUHIPOMOM THIEP-
IgE. Ha3zBanue "cunngpom [Jxo6a" ObLI0 MPEASIOKEHO MO aHAIOTHH C
oubnelickum nepcoHaxeM MloBom, KOTOPBIN ObLT MOPaXKEH "TSHKKUMU
THOMHUKAaMU OT MOJIOLIBBI HOTH €T0 MO caMo€ TeMs €ro". DNMUIEMHUOTIOTH
Cunnpowm runep-IgE sBnsercs peakum 3a001€BaHUEM C YACTOTOM BCTPEYAEMOCTH
npuMepHo 1:500000-1:1000000 xuBBIX HOBOPOKIECHHBIX, XOTSI UCTUHHAS
pacIpoCTPaHEHHOCTh MOKET OBIThH BBIIIE U3-32 HEJIOAMArHOCTHKH.
3a0oJsieBaHE BCTPEUYaeTCs BO BCEX ATHUUYECKUX TIpymnmax Oe3 CyIIeCTBEHHBIX
reorpauyecKkux pa3iuyuid. BbIIENAOT J1B€ OCHOBHBIE I€HETHYECKHE (DOPMBI:
ayTOCOMHO-JIOMUHAHTHYIO0 (OpMYy, BbI3BaHHYIO MyTanusmu B reHe STAT3, u
ayTOCOMHO-pEIEeCCUBHYIO (hopMy, BhI3BaHHYIO MyTarusMu B rene DOCKS wunm
IpYrUX reHax. AyTOCOMHO-IOMUHAHTHas (popMa BCTpeyaeTcsi HECKOJIbKO Yallle U
NOpaXXaeT MYXYUH U IKEHIIMH OJWHAKOBO. OTHOJIOTHSI M TATOTEHE3
AyTOCOMHOAOMHWHAHTHAs dbopma CHHJpOMaA runep-IgE BbI3BaHa
rE€TEPO3UTrOTHBIMU JOMUHAHTHOHETAaTUBHBIMU MyTauussMu B reHe STAT3,
pacriojoxkeHHoM Ha  xpomocome 17gq21.2. Ten STAT3  komupyer
tpaHckpunuuoHHsii  ¢pakrop STAT3 (Signal Transducer and Activator of
Transcription 3), KOTOpBIM UTpaeT KPUTHYECKYIO POJIb B CHUTHAIBHBIX MYyTIX
MHOE€CTBa IUTOKUHOB M POCTOBBIX (DAKTOPOB, BKJIIOUAs HHTEPICHKUHBI 6, 10, 11,
21,22, 23, nenTuH, SMuAepMalIbHBIA POCTOBBIN (hakTop U apyrue. K HacTosmmemy
BpeMeHu uaeHTudunupoBano oosnee 100 pazmuunbix myTtarnuii B reHe STAT3,
MpPEUMYIIECTBEHHO MHcceHCc-MyTauuu B JIHK-cBsizpiBaromem gomene m SH2-
nomeHe Oenka. BONBIIMHCTBO MyTaluii BO3HHUKAIOT de Nnovo, XOTS OMUCAHBI U

CeMEHbIE CiIyyau C mepegavyeil or poauTens K pedeHky. MyTaiuu npuBOasT K
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JOMHUHAHTHO-HETaTUBHOMY 3 QeKTy, KOorga MYTaHTHbIH O€lOK HapylaeT
(GYHKIUIO HOpPMaJbHOTO O€jKa, SKCIPECCUPYEMOro CO BTOpOro amieis. bemok
STAT3 yuactByer B perymsauuu auddepeHIupoBKr U (QYHKIMH PA3ITAYHBIX
KiIeTok uMMyHHOM cuctembl. Jlebpekr STAT3 mnpuBoauT K HapyUICHUIO
muddepennupoku T-xenmepo 17-ro tuma (Thl7), koropbie NpoayHHpPYIOT
VMHTEPJEHKUH-17 W WrparoT KPUTHYECKYIO pPOJb B 3alIUTE OT BHEKJIETOYHBIX
OakTepuanibHBIX M T'PUOKOBBIX MH(EKIUH, OCOOCHHO Ha MOBEPXHOCTH KOXKU U
cu3UCThIX 00onouek. CHmkenue konmnyectBa Thl7-knetok u mpoxykuu 1L-17
IPUBOJUT K HAPYLIEHUIO PEKPYTUPOBAHUS HEUTPO(UIOB B OYaru BOCHAJIEHHUSI, UTO
OOBSICHSET BOCIIPUUMUYUBOCTH K CTA(PHIOKOKKOBBIM U TPUOKOBBIM WH(DEKIIHSIM.
Hedbexr STAT3 Ttaxxke HapymaeT auddepeHuupoBKy (HOUIUKYISIPHBIX
TxenmepoB, YTO MPUBOAUT K HAPYIICHUIO (OPMUPOBAHUS 3aPOIBIIIEBBIX IEHTPOB
B JUMQOUIHBIX OpraHax W HapyLICHHUIO [EpPEeKIIOYEHUsS  H30THUIIOB
UMMYHOTJIOOyIMHOB. IlapanokcanbHo, 3TO NPHUBOJUT HE K CHIKEHHIO, a K
pe3KoMy TIOBBIIEHUIO YypoBHA IgE BciencTBue HapylieHUs peryJsiTOPHBIX
MEXaHU3MOB U  KOMIICHCATOPHOM  aKTUBALlMM  aJbTEPHATHBHBIX  IyTEH
nepekaoueHuss Ha IgE. Hapymaercs (yHkmus peryiastopHbix T-KI€TOK, 4TO
MOXKET CIIOCOOCTBOBaTh Pa3BUTHIO AYTOMMMYHHBIX M  BOCHAJIHUTEIbHBIX
nposiBienuil. Jlepekr STAT3 B B-nmumdouurax nNpuBOAUT K HaAPYIICHUIO
co3peBaHusl B-kieTok maMaTH, 4yTO OOBSCHAET HEIOCTATOYHBINA AHTUTEIbHBIN
OTBET HAa HEKOTOPbIE AHTUTEHBI, 0COOCHHO MOJIHMCAXapUIHBIE.

Hedbexr STAT3 B KepaTUHOIMTAX HapyIIaeT 3MHUACPMATIbHBIN Oapbep, 4YTO
CIOCOOCTBYET Pa3BUTHIO SK3€Mbl U TMOBBIIMICHHONW MNPOHUIIAEMOCTH KOXH Jis
MuKpoopranu3moB. Hapymienne curnanuura depe3 STAT3 B ocreobnacrax u
OCTEOKJIaCTax MPUBOAMUT K HAPYLUEHUIO PEMOJECIUPOBAHUS KOCTHOM TKaHH, YTO
OOBSICHSIET XapaKTEPHbIE CKEJIETHbIE aHOMAIMH U CKIIOHHOCTB K MaTOJIOTMYECKUM
nepesomMaMm. AyTOCOMHO-pelieccuBHasl popMa cuHapoma runep-IgE uamie Bcero
BbI3BaHa MyTanusmMu B reHe DOCKS, koTopslil koaupyeT 0enoK, y4acTBYIOIIUN B
pErysiiMyi aKTUHOBOT'O ITUTOCKEJETA W BayKHBIM JJII MUTPAlWU U BBDKUBAHUS
TUM(OLUTOB, JEHAPUTHBIX KIETOK, APYIrMX UMMYHHBIX KieToK. Jedpext DOCKS
OpUBOAUT K  Oojiee  TSDKEIOMY  MUMMYHOJIEDUIMTY €  BBIPAXKEHHOMU
BOCIPUMMYHMBOCTBIO K BHUPYCHBIM HMH(EKIUSAM, TSHKEIbIM —aJlJIePrUYeCKUM
MPOSIBICHUSIM, BBICOKOMY PUCKY 3JI0KQYECTBEHHBIX HOBOOOpa3oBaHUid. ONUCaHBbI
Takke Oosiee peakue (opMbl ayTOCOMHO-PELIECCUBHOTO cUHApoMa rumep-IgE,
BbI3BaHHbIE MyTauusimMu B reHax TYK?2, ZNF341 u npyrux.

Knunnueckass xaptuHa KimHuyeckue mnposiBneHuss cuHjapoma rumnep-IgE
XapaKTepU3yIOTCsl 3HAUYUTEIBHOW BapHaOeIbHOCTHIO, HO HMEIOT HECKOJBKO
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XapaKTEPHBIX OCOOEHHOCTEH, KOTOpbIE OTIMYAIOT 3TO 3a00JeBaHUE OT JAPYrUX
uMMyHoaepuIuTOB. [lposiBiieHHs OOBIYHO HAYMHAIOTCS B PAHHEM JIETCKOM
BO3pAcTe, 4acTO B MEPBbIC HEACIH WIM MECSIbl KU3HU. KoXKHBIE MPOSIBIECHUS
SBJISIIOTCSL OTHUM M3 HauOoJiee paHHUX U XapaKTePHBIX MPU3HAKOB 3a00JI€BaHUS.

HoBopoxaeHHast cbilib HEOOBIYHO TSDKENAsl M MEPCUCTUPYIONIAs YacTO SBISETCA
MIEPBBIM MPOSIBICHUEM, PA3BUBAIOIIMMCS B MIEPBBIC THU WU HEAEH KkU3HU. ChIllb
MOYET HAIIOMUHATh TOKCUYECKYIO DPUTEMY HOBOPOKICHHBIX MM HEOHATAIbHBIN

MyCcTyJie3, HO  OTiIuYaeTcs Oolee TSOKEJIBIM ~ TEUYCHHEM H

JUIATEIIHHOCTHIO.

Pucynok 6. I'unep-IgE cungpom

Koxubie abcrecchl

DK3eMaTOo3HBI JIEPMATUT PA3BUBACTCS MPAKTHYECKH Y BCEX IAlUEHTOB H
HAIlOMUHAET aTOMUYECKUN JEepPMaTUT. DK3eMa MPOSBISETCS IPUTEMATO3HBIMH,
OKCCYJATUBHBIMH, 3YSIIUMHI OYaramMu, MPeUMYIIECTBEHHO Ha JIUIE, BOJIOCUCTON
YacTU TOJIOBBI, Pa3ru0aTelbHBIX MOBEPXHOCTSAX KOHEUHOCTeH. XapaKTepHOH
OCOOCHHOCTBIO ~ SIBJSIETCSI  CKJIIOHHOCTh K  BTOPHUYHOMY WHQHUIIUPOBAHUIO
Staphylococcus aureus u rpubamu Candida, 4To MPUBOIUT K UMIIETUTUHU3AINH C
oOpa3oBaHHEeM IyCTyJd, KOPOK, MOKHYTHS. OK3ema OOBIYHO TsDKejas,
PE3UCTEHTHAs] K CTAaHJAPTHON Tepanuu, MEePCUCTHPYET Ha MPOTSHKEHUH BCEi
KHU3HHU, XOTSI MOXKET HECKOJIBKO YJIyYILAThCS C BO3PACTOM.

XonmomHbIe a0CIecChl SBISIFOTCS MaTOTHOMOHMYHBIM TMPU3HAKOM CHHIpOMA
runep-IgE ¢ nedexrom STAT3. AbGcuecchl Ha3bIBAIOTCS "XOJIOAHBIMU", TTOTOMY
YTO HECMOTpPSI HAa HaJIMYWE THOMHOTO COAEPKMMOI0, OHM HE COIMPOBOXKIAIOTCA
BBIPQKCHHBIMA ~ NPU3HAKAMH  OCTPOTO  BOCHAJICHHSA: OTCYTCTBYIOT  WIIU
MUHUMAJIBHO BBIPKEHBI THIEpEMUsi, 007Ib, MecTHas runeprepmus. AOciecch
MOTYT pacHojlaratbCs IOBEPXHOCTHO B KOXX€ WM TJIyOOKO B MOAKOKHOM
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KJIETYATKE, MBIIIIAX, BHYTPEHHHX OpraHax. XapaKTepHOW JIOKaJIW3aluen
ABJISIIOTCS  JIMIO, IlI€sl, TOJMBIIICYHbIE O0O0JIACTH, SATOAMIIBI, HO BO3MOXKHO
nopaxeHue J00o0i  obmacT. AOCHECChl  BBI3BAaHBI  MPEUMYIIECTBEHHO
Staphylococcus aureus, pexe apyrumu Bo3OyautTensiMu. OHU  TpeOyroT
XUPYPrUYECKOro JAPEHUPOBAHUS M aHTUOAKTEpUaIbHOW Tepanuu. PenuauBel
abCIiecCCOB  XapakTepHbl Ha TPOTSDKCHUM BCEH KU3HH. DOJTUKYIUTHI
PEUUANBUPYIONIME PA3BUBAIOTCS Y MHOTHX MAallMEHTOB W MPEICTABISIOT COOOi
BOCTIAJICHUE BOJIOCSIHBIX (DOJUIMKYJIOB, BBI3BAHHOE OOBIYHO CTa(UIOKOKKAMHU.
[IposBIIAIOTCA TAMyJONMYCTYJIE3HBIMH BBICBIIAHUAMH B MECTax pOCTa BOJIOC.
OHuxomMuKo3 rpuOKoBasi UHGEKIMS HOTTEH BCTPEUYAETCS YacTO U MOXKET OBITh
TSKEJIBIM, PE3UCTEHTHBIM K JICUEHHIO, TPUBOJUTD K JehopMaluu U pa3pyLICHUIO
HOT'TEBBIX IUIACTHHOK.

Jlerounble MpPOSBIEHUS MPEACTABISAIOT CEPHE3HYI0 MNpPOOJIEMYy U  SBISAIOTCA
OCHOBHOM NPUYMHOM 3a00JIEBAEMOCTH U CMEPTHOCTH. PenuauBupyromme
ITHEBMOHHMM PAa3BUBAIOTCS y OOJBIIMHCTBA MNAIMEHTOB, HAuWHAs C PaHHETO
JIeTcKoro Bo3pacta. [IHEBMOHMM BbI3BaHbI NpeuMyliecTBeHHO Staphylococcus
aureus, pexe  Streptococcus  pneumoniae, Haemophilus influenzae,
rpaMOTpULATENIbHBIMU  OakTepusMU. OCOOEHHOCTBIO SABIISETCS CKIOHHOCTH K
OCJIO)KHEHHOMY TEUEHHUIO ¢ (POpMHUpPOBAHMEM aOCIIECCOB JIETKHX, ITHEBMATOIIEINE
BO3JYyIIHBIX KHUCT, 3MIIMEMbI IUIEBpHI. [IHEBMaTOLENEe SABISAIOTCS XapaKTEPHBIM
OCJIO)KHEHUEM MHEBMOHMM NIpu cuHapoMe rumnep-IgE. OHu npeacTaBistor coboit
TOHKOCTEHHbIE BO3AYILIHbIE MOJOCTH B JIETOYHOM TKaHU, oOpasyroluecs B
pe3yibTaTe IeCTPYKLIUH JIETOYHOM TKAaHH U KJIAIIAHHOI'O MEXaHU3Ma.
[IHeBMaTOLlEIE MOTYT NEPCUCTHUPOBATH JUIMTENIBHO IIOCIE  pa3pelleHus
MMHEBMOHUH, YBEIMYMBATHCA B pa3Mepax, HHPUIMPOBATHCS C OOpa30BaHHUEM
abclieccoB, pa3pblBaThC C PA3BUTHEM IHEBMOTOpakca. MHOKECTBEHHbBIE
MMHEBMATOLENIE MPUBOAAT K MPOrPECCUPYIOUIEMY CHUKEHHUIO (PYHKIUHU JIETKHX,
NBIXaTEeJILbHOM HEeJJOCTATOYHOCTH.

BpoHXO03KTa3pl pa3BUBAIOTCS Yy 4YacTH MALUEHTOB BCJIEACTBUE MOBTOPHBIX
MHDEKIUH U XPOHUUYECKOTO0 BOCHAICHHMS, IPUBOJAT K XPOHUYECKON MPOYyKIHUU
MOKPOTBI, PEUUAUBUPYIOMIMM OOOCTPEHUSIM HMHQPEKLIUNA, KPOBOXapKaHBIO,
IbIXaTEIbHOM  HENOCTATOYHOCTH. ACHEprwiie3 JIErKMX pa3BUBAeTCAd Y
3HAUUTEIBPHON YacTW MalMeHTOB. MOXXET HpOSBIATHCS B BUAE HWHBA3UBHOIO
acrieprujiesa ¢  JIECTPYKUHMEH  JIETOYHOM TKaHW WM  XPOHHUYECKOIO
HEKPOTU3HUPYIOUIETO aCIEPrusuie3a.

Aspergillus fumigatus u apyrue BuAbl aclepruil 4acTO KOJOHUZHPYIOT
THEBMATOIEJI€ U MOTYT BbI3bIBATh ACTIEPTHILJIOMbI UM MHBA3UBHYIO MH(DEKIIHUIO.
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JInarHocTHKa M JieuyeHHe aclepruiuie3a 4yacto 3aTpyaHeHbl. MHpeKunn BepxXHUX
IBIXaTENbHBIX MyTEH BKJIIOYAIOT PELUIUBHPYIOIINE CHHYCHTBI, OTHTBI, KOTOPHIE
MOTYT OBITh XpPOHUYECKHUMH U TPYAHO TMOIAIOIIMMHUCS JICUCHUIO.

CKeneTHO-COeTMHUTEIbHOTKAHHBIE ~ aHOMAaJMM  SIBIISIIOTCA  XapaKTEepHOMH
0COOEHHOCTBIO ayTOCOMHO-IOMUHAHTHOW (opmbl cuHIpoma rurep-IgE ¢
nepexrom STAT3 u nomoraroT quddhepeHIpoBaTh ee 0T APYTux GopM U APYyTUx
npuyuH ToBbieHust IgE. XapakTepHble 4yepThl JHIa BKIIOYAIOT IpyOoBaThIe
YepTHl C MIUPOKOW MEPEHOCHUIIEH, BHICTYIAIOMIUM JIOOM, IITyOOKO MOCaKEHHBIMU
rJla3aMy, IIUPOKUM HOCOM, MOJHBIMHU ryOamu. danuanbHas aCHMMETPHUS MOXKET

Ha6JII-OI[aTI)C5I Y HCKOTOPLIX ITALITUCHTOB.

BbIpa)keHHOCTh JUIEBBIX OCOOEHHOCTEH YBEIMUMBAETCS C BO3PACTOM M MOXKET
OBITH HE3aMETHOW B paHHEM JIETCTBE. 3a/Iep>KKa CMEHBI MOJIOYHBIX 3yOOB SIBISETCSA
NaTOTHOMOHUYHBIM TpU3HAKOM. MoJouyHble 3yObl COXpPaHSAIOTCS 3HAYUTEIBHO
JOJIBIIIE HOPMAJIBHOTO CPOKa, YacTO M0 MOAPOCTKOBOTO WIIM JaKe B3POCIIOTO
BO3pacTa, IMOCTOSHHbIE 3yObl NPOPE3BIBAIOTCS MOJ MOJIOYHBIMHU, IPUBOJS K
IBOMHOMY psily 3yOOB. DT0 TpeOyeT ynajaeHus 3a/1ep>KaBIIuXCcs MOJIOUHBIX 3y00B.
['MrepMoOMIBHOCTS CyCTaBOB BCTPEYAETCS YaCTO M MPOSBISETCS yBEIMUECHHOU
aMIUTUTYJI0OM JBUKEHUH B CyCTaBax, CIHOCOOHOCTBIO K IepepazruOaHuio, YTO
MOJKET MPHUBOJUTH K BbIBUXaM, IMOJABBIBUXaM, XpPOHHYECKOM OOJM B CyCTaBax.
Ckonmo3 u apyrue pAepopMalil TO3BOHOYHHMKA PAa3BUBAIOTCS Y MHOTUX
HaIMeHTOB U MOTYT IPOrPECCUPOBAThH, TPEOOBATH OPTONEINYECKON KOPPEKIIHH.
OcTeoneHuss 1 OCTEONOPO3 C MOBBIIIEHHONW XPYINKOCTBIO KOCTEH MPHUBOIAT K
YacThIM MATOJIOTUYECKUM TepesioMaM MpH MUHUMaNbHON TpaBme. OcoOeHHO
XapaKTEpHBI TEPEJIOMbI JUIMHHBIX TPyOUaThIX KOCTEH, pedep, MO3BOHKOB. Y
HEKOTOPBIX MAllMEHTOB B aHAMHE3€ MHOKECTBEHHBIE IE€PEIOMbl, HauMHas C
paHHETo JIeTCTBA.

KpannocnHoCTO3  MpEeXIECBPEMEHHOE CpallleHHe IIBOB  Yepema  MOXKET
HaAOJIIOJIaTHCS Y YACTH MallMEHTOB. AHOMAJIMU COCTUHUTENbHON TKAaHU BKIIIOYAIOT
THIEPATACTUIHOCTh KOXKH, CKIOHHOCTh K OOpa3oBaHWIO KEJIOWIHBIX PYOIIOB,
aHeBPU3Mbl apTepUil OMUCAHBl B HEKOTOPHIX ciydasx. CocynucThie aHOMATUH
BKJTIOUAIOT aHEBPU3MbI KOPOHAPHBIX apTepUid, AOPTHI, IPYTHUX KPYIMHBIX COCYIOB,
KOTOpBbIE MOTYT TPUBOAHWTH K CEPHhE3HBIM OCIOKHEHUSM, BKIIOYas Pa3pbiB C
KPOBOTEYCHHEM, TPOMOO3HI.

310Ka4ecTBEeHHbIE HOBOOOpa30BaHMUsSI BCTPEYAIOTCS C MOBBINICHHONW YacTOTOH,
0COOEHHO TP ayTOCOMHO-perieccuBHbIX opmax ¢ nedpexrom DOCKS. Haubonee

JacCThIMU SIBIIIOTCS HEXOJDKKHHCKHE JMMGOMBI M Jeiko3bl. Ilpu dopme ¢
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nepektom STAT3 puCK 370KAYECTBEHHBIX HOBOOOpPA30BaHUN yMEPEHHO
NOBBIIICH. AJIJIEPrUYECKUE TMPOSIBICHUS BKJIIOYAIOT TMHUIIEBYIO aJlJIEPTHIO,
AJUIEPTUYECKUI PUHUAT, OPOHXHAIBHYIO aCTMY, KOTOPBIE BCTPEUAIOTCS Y MHOTHX
MAIMEHTOB U CBSI3aHbI C PE3KO MOBBIIIEHHBIM YpoBHEM IgE.

[Ipu ayTocoMHO-penieccuBHBIX (opMax, ocobeHHo c¢ aepexkrom DOCKS,
AJUIEPTUYECKUE TPOSBICHUS OCOOCHHO TSXKEJbIE C MHOKECTBEHHBIMU MMHUILIEBBIMU
aJIIePTUsIMU, TSKEIOU acTMOM, aHa(UIAKTUYECKUMU pEaKLUSIMH.
AyTOMMMYHHbBIE TMPOSIBICHUS MOTYT BKJIOYaTh AYTOMMMYHHBIM THUPEOUIUT,
BOCIIAJIUTENbHbIE 3a00JIEBaHUSl  KHUIIEYHUKA, BAaCKYJUTHI, ayTOMMMYHHYIO

ICMOJIMTUYCCKYIO aHCMHUIO, TpOM6OHI/ITOHCHHIO.

HeBponoruueckue OClI0)XKHEHHST MOTYT BKJIIOYaTh aOCIECChl MO3ra, MEHUHIHT,
BACKYJIONIATUIO C MHCYJIbTAMH, OCOOEHHO MPHU HAIMYUU COCYAMCTBIX aHOMAJH.
Pasznuuus Mexay ayTOCOMHO-JOMHMHAHTHOM M ayTOCOMHO-PELECCUBHBIMU
¢opmamMu BrimouarT caeayromme ocodbeHHoctH. Ilpm  STAT3-nedunute
XapaKTEpHbl XOJOJHbIE a0CLECChl, CKEJIETHbIE MW COECIUHUTEIbHOTKAHHBIC
aHOMaJIMM, 3a/epKKa CMEHbl 3yOOB, MHEBMATOLEle, OTHOCUTEIIBHO MEHEe
Tsokenplid uMMmyHoaeguuut. [Ipu DOCKS-gedunnre OoTCyTCTBYIOT XOJOJHBIE
abcuieccbl M CKEJETHbIE aHOMajduHM, HO HaOmonaercss Oojee  TsHKENbli
UMMYHOJE(PUIUT C BBIPAKEHHOW BOCHPUUMYHUBOCTBIO K BUPYCHBIM MH(EKIHM,
BKJIIOYAsl TepIeC-BUPYChl, MNAaMMLJIOMaBUPYChl € OOMIMPHBIMU OOpOJaBKaMH,
KOHTAarvuO3HbIM MOJUIIOCK, TSDKEJIBIE ajUIEPrUYECKUe NPOSBIICHUS, BBICOKMN PUCK
3JI0KaY€CTBEHHBIX HOBOOOpPa30BaHU, OCOOCHHO IJIOCKOKJIETOYHOTO paKa KOXH,
TuMdoM.

JAunarnocruka

Jnarsoctuka cuaapoma runep-IgE ocHOBbIBaeTCs Ha XapaKTEPHON KIIMHUYECKON
KapTHHE, JJa0OpAaTOPHBIX JaHHBIX, MOJIEKYJISIPHO-TEHETUUECKOM MOATBEPKICHUU.
JUist craHgapTU3auy TMarHOCTUKY pa3padoTana cucrema 6ayioB NIH (National
Institutes of Health), xoTopas yuuThIBaeT KIWHHMYECKHE U JabOOpaTOpPHBIC
MIPU3HAKHU.

CymmMmapHubiil 6amt 40 U BbIlI€ C BHICOKOM BEPOATHOCTHIO YKA3bIBAET HA CUHJIPOM
runep-IgE.

KinvmHnyeckass QuarHocTWKa MpEeAnoJiaraeTcsl y MalUEHTOB C XapaKTEpHOH
TPUAAON: PELMIUBUPYIONINE CTAPUIOKOKKOBbIE HMH(DEKIMU KOXH U JIETKHUX,
AK3eMa, pe3KO MOBbIIeHHBIH IgE, 0cO0eHHO MpY HAMMYUK XapaKTEPHBIX JTUIIEBHIX
4yepT, 3aJEpKKM CMEHbl MOJIOYHBIX 3y0OB, TATOJOTUYECKHX MEpPEIOMOB,

nHeBMarotene. JlaboparopHas JuarHOCTHMKA BKIIIOYAET orpezaenenue yposHs IgE
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B CBIBOPOTKE KPOBHU. XapaKTEPHBIM SIBIISIETCSl pe3Koe MoBbliieHue oomero IgE,
00bryHO 60see 2000 ME/min, yacto npesimatoiee 5000-10000 ME/mi. YpoBeHb
IgE 0OpIyHO MOBBINMIAETCS B paHHEM JETCKOM BO3pAacTe U OCTAETCS CTaOUIIBLHO
BBICOKMM Ha MPOTsLKeHUH xKu3HU. OHaKO HOpMalbHBINA ypoBeHb IgE, ocobeHHo y
JNETe MEPBBIX MECALEB JKU3HHM, HE HCKIOYaeT auarHo3, u IgE cnexyer
MepeCMaTPUBATh MPU COXPAHEHUH KIMHUYECKUX MPU3HAKOB.

OOmmii aHamu3 KpOBU OOBIYHO HOPMAJIbHBIN, XOTS MOKET HaOII0AaThCs
703MHOGUIINS PA3IMYHON CTENEHU, OCOOCHHO y MAIlMEHTOB C aJUIEPrUYeCKUMU
MPOSIBICHUSMU. AOCOTIOTHOE KOJMYECTBO 03MHO(PHIOB YACTO MOBBIIIEHO, HO 3TO
Hecnienuduueckuii mpusHak. JIeHKOUHUTO3 MOXKET HaOMIoAaThCs TMPU OCTPHIX
uHpexuusax. MMmyHonoruyeckoe 00CIIEeIOBaHUE BBISBISET HOPMAJIbHOE WIH
YMEPEHHO CHIDKEHHOEe KosmuecTBO T- u B-numdonuros. Yposuu IgG, IgM, IgA
0OBIYHO B IIpeiesIaX HOPMBI, XOTs [gA MoskeT ObITh yMEpEHHO CHUKEH, [gM MosxkeT
OBITb YMEPEHHO IMOBBIIIEH. XapaKTEpHbIM SBIISIETCS pe3koe mNoBbilieHue IgE.
Crneunduieckuil aHTUTEIBHBIN OTBET Ha OEJIKOBBIE aHTUTEHBI OOBIYHO COXPAHEH,
HO OTBET Ha IMOJMCaXapUJaHbIC AHTUTCHBI MOKET OBITh HAPYIIICH.

UccnenoBanue cyOnomyssiuid TUMGOIUTOB METOJIOM MPOTOYHON IHIUTOMETPUHU
MOXXET BBISIBUTH CHIDKEHHME KonuuecTBa Thl7-kieTok, meHTpalbHbIX B-kietok
namsaTd, 9to xapakrepHo nisi nedexkra STAT3. Ilpu nedexte DOCKS moxker
Ha0MIOAAThCS MPOTPECCUPYIOIIEE CHIDKEHHE KoaudecTBa T-KIETOK, OCOOEHHO
CD8&+, u NK-kieTok.

OyHKITMOHAIBHBIE TECTHI OIEHUBAIOT MPOJU(EPATUBHBIN OTBET TUM(OIUTOB HA
MUTOTE€Hbl U AHTUTEHBI, KOTOPBHI MOXET OBbITh HOPMAJIbHBIM WU YMEPEHHO
caumxeHHbIM. [Ipogyknus IL-17 T-knerkamu 0OBIYHO CHWXXEHa TpH AedeKTe
STAT3. MukpoOuonoruyeckas IWAarHOCTHKA MPU HHQPEKUMOHHBIX 3MHU304aX
BKJIFOYAET OaKTEPUOJIOTMUYECKOE W MHUKOJIOTHYECKOE HCCIEIOBAaHUE KPOBH,
MOKPOTBI, COJEPKUMOTO a0CILIECCOB, NIPYTUX OMOJOTMYECKHX >KUJIKOCTEH st
uaeHTuuKanu BO3OyaUTENed U ONpeleSieHUss HMX YYBCTBUTEIBHOCTH K
AHTUMUKPOOHBIM TIperapaTam.

HNHcTpyMeHTalIbHAS TUAarHOCTUKA BKIIIOUAET PEHTTEHOTPA(HUIO M KOMITBIOTEPHYIO
ToMorpaduio JErkKuxX sl BBISIBJICHUS MHEBMOHUM, a0clieccoB, MHEBMATOLEINE,
OponxodsktazoB. KT serkux BBICOKOTO pa3pelieHuss pPEeKOMEHAYeTCs s
JIETANBHOU OIEHKH CTPYKTYPHBIX M3MEHEHUH JIeTKuX. PeHTreHorpadus ckeiera
MOXET BBIIBUTH MEPEIOMBI, OCTEONIEHUIO, CKOJIN03, IPYTUE KOCTHBIE aHOMAJIUH.
JleHcuTOMETpHUsT TIPOBOAUTCS i1 OLEHKH MHWHEPAIBHOW MJIOTHOCTH KOCTHOWU

TKaHHU.
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Cromarosiornueckoe 00CJEI0BaHUE BBISBIAET 3aJCPKKY CMEHBI MOJIOYHBIX
3y0OB, JBOWHBIE psAbl 3yO0OB, YTO SBISETCS BaXXHBIM JUATHOCTUYECKHUM
MPU3HAKOM.  MOJIEKYJISIPHO-TEHETUYECKOE HCCIEAOBAHUE SIBISETCS 30JIOTHIM
CTaHJAAPTOM JUArHOCTUKU U TO3BOJIAET HACHTU(PUIMPOBATH MYTallMM B TEHE
STAT3 npu ayrocomHo-goMuHaHTHOH (opme mmu B reHax DOCKS, TYK2,
ZNF341 wu papyrux TpH ayTOCOMHO-PELECCHBHBIX (opMax. YCTaHOBIICHUE
KOHKPETHON MyTallud Ba)KHO JIJISl TIOJTBEPAKACHUS IMarHO3a, ONpPEAeIICHUs TUIIa
HACJIEIOBaHMsI, TEHETUYECKOTr0 KOHCYJIbTHUpOBaHUS, AuddepeHnuanuu ¢Gopm
3a0071€BaHusl, YTO KPUTUYHO JIJISl OTIPEIEIICHHS] POTHO3a U TAKTUKU JICUCHHUS.
OyukiuoHanbHass oneHka Oeiaka STAT3  Moxker NpoBOAUTHCS IMyTEM
uccnenoBanus pochopuirpoanusi STAT3 B oTBET Ha CTUMYJISIIIUIO IUTOKUHAMU
B JUMQOLUTAX MALKUEHTAa METOJaMH MPOTOYHOM IUTOMETPUM WM BECTEPH-
OJIOTTHHTA.

[IpenaTanbHast AMArHOCTUKA BO3MOKHA MPU U3BECTHOM MYTallMU B CEMbE, XOTS
3aMpaliuBaeTCsd PEAKO, YYHUTHIBAas BapualelIbHOCTh TXKECTH (EHOTHNA H
COBMECTUMOCTb C JKU3HBIO.

Hepunur anresum JeiikountoB (LAD - Leukocyte Adhesion Deficiency)
MPEACTABISIET COOOM TPYyHIy pPEIKUX ayTOCOMHO-PELIECCUBHBIX IMEPBHYHBIX
OIIMOOK HMMYHMTETA, XapaKTEPU3YIOIIMXCA HapylIEHHEM CIIOCOOHOCTU
JEHKOLMTOB MUTPUPOBATH U3 KPOBEHOCHOT'O PyCJla B TKAHU M OYaru BOCHAJICHHMSI
BCIIEJICTBUE J1€(DEKTOB MOJIEKYJI aAr€3UHd WA CBS3aHHBIX C HUMH CUTHAJIBHBIX
Iy TEMU.

OTO NPUBOAUT K TSDKEIBIM PELUAWBUPYIOIIUM OaKTepHAIbHBIM M TPUOKOBBIM
MH(DEKIUAM, HAPYLIEHUIO 3aKUBJICHUSI paH, XapaKTepHOU 3aJep>KKe OTAEIICHUS
MYNOBUHBI B HEOHATAJIbHOM NEPUOJE NMPU OTCYTCTBHUM TUIIMYHBIX MPU3HAKOB
BOCIAJIEHUs B oyarax nHpexuuu. 3adoneBanue ObUIO BIEepBbie onrcaHo B 1970-x
rojlax, Korja ObLIM BBISBIEHBI MALMEHTHl C PELUAUBUPYIOIIMMHA HUHPEKUUSIMH,
BBIPOKEHHBIM ~ JIEHKOIIUTO30M U J1e(EeKTOM XeMOTakcuca HEUTpo(uioB.
Knaccnpuxauus

BbI7ensitoT Tpyu OCHOBHBIX TUIIA Ie(DUIIMTA aAT€3UH JISUKOLIMTOB, PA3JINYAOIIUXCS
M0 TeHEeTUYeCKOMY Ne(ekTy W KIMHuYecKuM mposiBieHusMm: LAD-I (medurur
aAre3uu JIEUKOLMTOB Tuma 1) sBisercs Haubosnee 4dacToil (opMOM U BbI3BaH
mytarusimu - B TeHe ITGB2, xoaupyromem o6myto 6era-2cyObequHuIly
unrerpunoB CD18. Oto mpuBoaut x nedunuty win nucyHKIuu Bcex Oera-2-

MHTETPUHOB HA IMOBEPXHOCTH JIEMKOLIUTOB.
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LAD-II (nedunmt aare3uun JeHKOIMTOB THUIIA 2), TAK)KE U3BECTHBIN KaK CUHIIPOM
nedpurmura CDG Ilc, BeBBaH MmyrtanusmMu B reHe SLC35C1, komupyroiiem
TpaHcnopTep (yKO3bl, YTO MPUBOANT K HAPYIICHUIO (yKO3UIUPOBAHUS OCIIKOB,
BKJIFOYasl JuraHj E-celexkThHa, He0OXOIUMOro I Ha4aJbHOTO MPHUKPEIICHUS
JICUKOIIUTOB K DHJOTEIIHIO.

LAD-III (nedunur anare3my JIEHKOIUMTOB THNA 3), TaKKe HM3BECTHBIM Kak
LADI/Bapuant, Bbei3BaH MmyTarusmu B reHe FERMT3 (paHee u3BecTHOM Kak
KINDLIN3), koaupytomieMm OeloK KHHUIMH-3, KOTOPBIM HEOOXOauM IS
AKTUBAIlMM WHTETPUHOB. XapaKTepuU3yeTcss HE TOJBKO ACPEKTOM aJre3uu
JIEUKOIIMTOB, HO M HapylleHHeM (YHKIIMH TPOMOOIIMTOB C TeéMOpparudecKum
CHHJIPOMOM.

InuaeMH0JI0Trusl

Jedbunur aare3uu JISUKOIMTOB ABJISETCS peakumM 3aboieBanneM. Yacrora LAD-I
onenuBaercs npumepHo 1:1000000 KuBBIX HOBOPOXKIEHHBIX, XOTS B HEKOTOPBIX
TTOIYJISIITASIX C BBICOKOM YaCcTOTOU OJIM3KOPOACTBEHHBIX OpakoB
pacnpoctpaneHHOocTh Beiie. LAD-II u LAD-III BcTpeuarores emie pexe, onucano
BCEr0 HECKOJBKO JECATKOB CJIy4acB B MHUPOBOWM JjuTeparype. Bce Turmbl
HACJIEAYIOTCS II0 AayTOCOMHO-PELECCUBHOMY THIY W MOPAXarT MYXYAH U
JKCHIIIMH OJIMHAKOBO YacCTo.

ITHOJIOTUSA U MATOTEeHE3

[latorenes aepuuurTa aare3vu JEUKOLMTOB CBSI3aH C HapYIIEHHWEM Kackaja
B3aMMOJICUCTBUI MEXIy JIEHKOIUTaMU U DHJIOTEIHEM COCYI0B, HEOOXOIUMOTO
JUIS MATPAIU JIEHKOLIMTOB U3 KPOBEHOCHOTO pycila B TKAHHU.

HopmanpHpli mpouecc MHUIpaldM — JEHKOLMTOB  BKIIFOYAET  HECKOJIBKO
MOCJICIOBAaTENbHBIX ATanoB. [lepBOHAYAIbHOE TPUKPEIJIEHHE U KAYCHUE
JIEUKOLUTOB IO 3HAOTEJIHUI0 ONOCPEAOBAHO B3aUMOJECUCTBUEM CEJIEKTUHOB Ha
supotenuu (EcenektuH, P-cenmekTuH) ¢ ux juraHgamMu Ha Jjeiikouurtax (sialyl
Lewis X wu jgpyrue YriaeBOJHBIE CTPYKTYpbl). AKTHUBAIMs JICUKOIIUTOB
XEMOKHMHAMU TIPUBOJUT K KOH(POPMAIMOHHBIM HW3MEHEHUSM HHTETPUHOB,
NepeBo/isi WX B AaKTUBHOE cocTtosHue. IIpounas aaresuss K SHAOTEIMIO
OTIOCpEI0OBaHa CBSI3bIBAHUEM aKTUBUPOBAHHBIX O0€Ta2-MHTETPUHOB HA JICHKOITUTaX
(LFA-1, Mac-1, p150,95, aDB2) ¢ ux nurangamu Ha 3Ha0Tenuu (ICAM-1, ICAM-
2 W JApyrue MOJIeKYJbl — aare3uu). TpaHCOHIOTENWaldbHAs  MUTpanus
OCYIIECTBIISIETCS ITyTEM aKTUBHOT'O JBUKEHUSI JIEUKOLIMTOB YE€PE3 MEKKIIETOUHBIE
KOHTAKThl SHJIOTENIUSI WM 4Yepe3 TEJO AHIAOTEIUAIBHON KJIETKA B HANPAaBICHUU

XCMOTAKCHYCCKUX I'PAIHUCHTOB.
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[Ipu LAD-I myrtamuu B rede ITGB2 npuBoadT K OTCYTCTBUIO WM PE3KOMY
cHkeHnto skcrpeccun CD18 Ha moBepxHocTH neitkouuToB. [lockoneky CDI18
SABJISICTCS 001Iel OeTa-cyObeIMHULICH I BCeX OeTa-2-WHTETPUHOB, HAPYIIACTCS
dbopmupoBanue U GyHKIUS BCEX YEThIPEX MHTEIPUHOB ATOro cemeiictra: LFA-1
(aLB2, CDI11a/CD18), Mac-1 (aMp2, CDI1b/CDI18), pl150,95 (aXp2,
CD11¢/CD18) u aDB2 (CD11d/CD18). B 3aBucumMocTH OT THIa MYTallud
BBIICIIAIOT TSKENbIN (DEHOTHUI ¢ AKcnpeccueit MeHee 2% OT HOpMbI U YMEPEHHBIN
dbenotun c sxcnpeccueit 2-30% oT HOPMEI.

Jledext O6era-2-uHTETPUHOB MPUBOIUT K HECTIOCOOHOCTH HEUTPODHUIIOB U IPYTHX
JIEUKOLIMTOB OCYILIECTBIIATh MPOYHYIO aAr€3UI0 K YHAOTEIIMI0 U MUTPUPOBATH B
TKaHU. JIEMKOUUTHI LUPKYJIUPYIOT B KPOBH B IMOBBIIICHHOM KOJWYECTBE, HO HE
MOTYT JIOCTUYb 0YaroB MH(MEKIMU. ITO MPUBOJUT K HAKOILJICHUIO JIEHKOIIUTOB B
KPOBEHOCHOM PYCJIe C Pa3BUTHEM BBIPAXKEHHOTO JIEHKOIUTO3a U HECIIOCOOHOCTHU
dbopMupoBaTH HOpPMaJbHBIM BOCHAIUTENBbHBIA OTBET B TKaHsix. WHbekuu
MPOTEKAIOT 0€3 KJIACCMYECKUX MPU3HAKOB BOCMAJIEHUS, TaKMX KakK THOM, OTEK,
TUIIEpEMUs], TaK KaK HEUTPO(DUIIbI HE MOTYT MPOHUKHYTH B OYar MopaxeHusl.
[TomMmuMo HapylleHuss MUTpaIvd, 1eHEKT UHTETPUHOB MPUBOJUT K HAPYIICHUIO
Ipyrux (QyHKUIMM JIEMKOLUTOB, 3aBUCHUMBIX OT HHTETPHUH-ONOCPEIOBAHHBIX
B3aMMOJICUCTBUM, BKJIIOYas (parouTo3 OICOHU3UPOBAHHBIX KOMILJIEMEHTOM
MaTOT€HOB, JErPaHyJSIIUI0, O00pa3oBaHHE BHEKJIECTOYHBIX HEHUTPODUIBHBIX
JIOBYIIEK, IUTOTOKCUYHOCTh €CTECTBEHHBIX KUJUIEPOB U T-TUM(OIUTOB.

[Tpu LAD-II mytanuu B rene SLC35C1 nHapymarot tpancnopt GDP-dyko3sl u3
[UTOIUIa3Mbl B ammapar [oNbIKU, TA€ NPOUCXOIUT (PYKO3UIHMPOBAHUE
[JIMKOMPOTEMHOB WM TJIMKOJUIIMJOB. JTO  TPUBOAUT K  AchUIUTY
(GyKO3WIMPOBAHHBIX CTPYKTYp Ha MOBEPXHOCTH KJIETOK, BKitodas sialyl Lewis X
(CD15s), xoropelii siBIsgeTCS JUraHaoM s E-cenexktuHa um P-cenektuHa Ha
sHA0TeNU. HapylieHue HavyaqibHOTO MPUKPEIUICHUS] U KaYeHUs JICMKOIUTOB MO
SHIOTEJHIO MPENITCTBYET UX MOCIEIYIONIeH aKTUBAIMM U MUTPAlMd B TKaHH.
HedexT dyko3uaupoBaHus 3aTparuBaeT HE TOJBKO JICHKOLUMTBI, HO U JApPyTrHe
KJICTKHA OpTraHu3Ma, YTO OOBSICHSIET CUCTEMHBIC TIPOSIBJICHHUS, BKIIOUAs 3aJCPIKKY
MICUXOMOTOPHOTO Pa3BUTHS, XapaKTEPHBIC YEPTHI JIMIIA, TPYIITY KpOoBH bomoOeii.
[Tpu LAD-III mytamuu B rene FERMT3 npuBoasT k nedexty Oenka KuHIHHS,
KOTOPBIM AKCHPECCUPYETCS] B TEMOMOAITUYECKUX KIIETKaX M HEOoOXOauM s
aKTUBAallUM HMHTETPUHOB MYTEM CBA3BIBAHUS C HMX LUTOIIA3MaTUYECKUMU
nomeHaMmu. JledheKT KUHIJIMH-3 HapyIIaeT Mepexo HHTEIPUHOB U3 HEAKTHBHOTO
B aKTUBHOE COCTOSIHUE B OTBET HAa CTUMYJISLIMIO XEMOKHHAMU. DTO 3aTPAaruBacT He

TOJNIBKO OeTa-2-MHTEeTPUHBI Ha JICWKOIHUTAaX, HO U Oera-1- m OGeTa-3-WHTErpUHBI,
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BKitouast uHTerpuH ollbf3 Ha TpomOouMTax, 4TO TPUBOAUT K HAPYUICHUIO
arperaiuu TPOMOOILIMTOB U T'€MOPParMuecKoMy CHHAPOMY, HAMOMUHAIOIIEMY
TpoMbacTenuio [ manimana.

Kinunnyeckast kKapTuHa

Knuanueckne mnposiBaeHUs aedunTa aare3ud JEHKOIUMTOB BapbUPYIOT B
3aBUCUMOCTH OT TUIIa 3a00JIeBaHUs U TsDKECTH (PEeHOTHIIA.

LAD-I knmuanyeckue nposiBiieHrs OOBIYHO HAYMHAIOTCS B HEOHATAIBLHOM TIEPUO/IE
WM TEPBbIE MECSIbl >KU3HU. 3aJiepKKa OTACICHUS MYHOBUHBI SIBISIETCA
XapaKTEpHBIM paHHUM MpHU3HAKOM, HaOmojaromuMmcea y 75-90% mnanueHToB.
HopMmanbHO nmynoBUHA OTAENSETCA B TEUCHHE MEPBBIX 1-2 HEmenb XKHU3HU, MPU
LAD-I otnenenue 3anepxuBaercs 10 3 HeAelb U 0ojee, 4aCTO COMPOBOXKAAETCA
oMmbanuToM 6€3 THOMHOTO OTAEIsIeMOro, OPMUPOBAHUEM TPAHYJIEMBbI, TIJIOXUM
3aKVBJICHUEM.

DTOT NPU3HAK HACTOJBKO XapaKTEePEH, 4TO JOJKEH MOOykAaTh K 00CIEAOBAHUIO
Ha LAD-I. HH}exkuum KoXXuM U MATKHUX TKaHEW SBIAIOTCS HanOoJee 4YacThIM
POSIBJIICHUEM. XapaKTePHbI pEIUIUBUPYIOIINE OaKkTepHUaibHble HHPEKIINH KOXHU,
BKJIIOYAs  IEJUIIOJUT, HEKpOTU3upyroumi  ¢acuuur, aOCIecCchl,  S3BHIL.
OCOOEHHOCTBIO SIBIISIETCS OTCYTCTBHE WJIM MHUHUMAJIBHOE KOJIMYECTBO THOS B
odarax MH(EKIUU, TaK KaK HEUTPOPUIIbI HE MOTYT MUTPUPOBATH B TKaHU. PaHbI
3KUBAIOT MEJIEHHO, YaCTO C 00pa30BaHMEM XPOHMUYECKUX HE3aKUBAIOIINX SI3B,
muctpouueckux pyOIoB. XapaKTepHO TaKXKE OTCYTCTBHUE KJIACCHYECKUX
MPU3HAKOB OCTPOTO BOCHAJICHUS: MUHUMAJIbHAS THUNEPEMUs, OTEK, 00Jb MOTYT
OBITH c71a00 BBIPAKEHBI HECMOTPS Ha TSHKETYIO HEKPOTU3UPYIOIIYIO UH(EKITHIO.
[IeproIOHTUT pa3BUBAETCA MPAKTUYECKU Y BCEX NALMEHTOB U SIBJSIETCS OJJHUM U3
HauOosiee xapakTtepHbix mpuzHakoB LAD-I. IlposBrisercss mporpeccupyromiei
JNECTPYKIIMEH TKaHeW TMapoJOHTa C pe3opOlmeil albBEOJIIPHON  KOCTH,
paciaTbIBaHUEM U paHHEHN moTepeit 3y00oB, HAUMHAs C MOJIOYHBIX 3yOOB B paHHEM
JETCKOM Bo3pacTe. JleCHbl BOCHAJICHbI, TUNEPTPOGUPOBAHBI, HO THOETECUEHUE
MHUHUMAaJbHOE. TSXKEeCTh NepUOJOHTUTA KOPPEIHUPYET ¢ TsxkecThio LAD-I.
HNudexun pecnupaTopHOTO TpaKTa BKIHOYAIOT PEIUIUBUPYIOIINE THEBMOHUH,
OpOHXUTBI, CUHYCUTBHI, OTHTHI, BbI3BaHHbIE OAKTEPUAIBHBIMU U T'PUOKOBBHIMU
BO30yauTenssMu. [[HEBMOHUM MOTYT OBITh TSKEJIBIMU, OCTIOKHSITHCS a0cIieccaMu
JIETKUX, SMIIUEMOW TUIEBPBI, ABIXATEIBHON HEAOCTATOYHOCTBIO.

NHdekuu Kemya0uyHO-KUIIIEYHOTO TPAKTa BKIIOYAIOT KOJUT, MEPUPEKTATbHbBIE

a6cueccm, IICPpHUAaHAJIBbHBIC CBHIOU, IICPUTOHHUT. Komut MokeT HamoMuHaTh
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BOCHAIMTENIbHbIE 3a00JIeBaHUSI KUIIEYHUKA W MPOSBISITHCS AUapeeh, OOIsIMU B
KUBOTE, KPOBOTCUECHUSIMHU.

Cericuc U cenTHIIEMUS MOTYT Pa3BUBATHLCS TP JTFOOOH JIOKATU3AITUN HHPEKITUA U
MPEJCTABIAIOT HEMOCPEACTBEHHYIO YIpo3y KU3HU. B0O30ynuTensmMu SBISIIOTCA
npeumyliecTBeHHo Oaktepuu: Staphylococcus aureus, Pseudomonas aeruginosa,
Klebsiella spp., Escherichia coli, anaspoOusie 6akrepun, rpudsl poaa Candida u
Aspergillus.

[lepcuctupyromuii  JIEUKOLMTO3  SIBJISETCS  XAPaKTEPHBIM  JTAOOPATOPHBIM
npusHakoM LAD-I. KomugectBo neikommutoB o0baHO coctaBisier 20000-
100000/mxa1 1 6osee nake BHE MH(PEKITMOHHBIX 3MU30/0B, a BO BpeMs MHDEKIIUN
MOXET JIOCTUTaTh 100000-200000/mK1. Jleriko1uTo3 00ycIoBJeH
MPEUMYIIECTBEHHO HEUTpOo(dHIaMHu, KOTOPhIE HE MOTYT MOKUHYTh KPOBEHOCHOE
PYCJIO U HAKAILJIMBAKOTCS B UPKYJISALIHAH.

TskecTh KIMHUYECKUX MPOSBICHUNM KOPPEIUPYET C YPOBHEM OCTATOYHOM
skcnpeccun CD18. Ipu Tsxxenom denotune (dkcnpeccusi Menee 2% OT HOPMBI)
3a0oneBanue MaHUGECTUPYET B  HEOHATAIBHOM  TMEPUOJAC  TKEIBIMU
KUZHEYTPOKAIOMUMU UHPEKIUSIMU, pAHHUM Pa3BUTHEM MEPUOJOHTUTA, BEICOKOM
JIETaJTbHOCTBIO B TEPBBIC TOJIBI KU3HU 0€3 TpaHCIUIAaHTAllUM T€MOTOITUYECKUX
CTBOJIOBBIX KJeTok. [Ipu ymepennom (enortunie (sxcnpeccus 2-30% OT HOPMBI)
TeueHue 0oJiee JIerkoe ¢ HayajaoM B OoJsiee MOo3JHEM BO3pacTe, MEHEE YaCThIMU U
MEHEE TSKEIBIMUA UHPEKITUSIMHU, BO3MOKHOCTBIO JIOKHUTHS J10 B3POCIIOTO BO3pacTa
0e3 TpaHCIUIaHTAllUU, XOTS IEPUOIOHTUT OOBIYHO IPUCYTCTBYET.

LAD-II xnuHuYeckue NPOSBICHUS BKIIOYAIOT PEUUIUBUPYIONIME HH(EKIUH,
cxonuble ¢ LAD-I, HO 00bIUHO MeHee TspKesble. XapakTepHON 0COOEHHOCTHIO
SABJISIETCA HAJIMYME CHUCTEMHBIX TMPOSIBICHUM, CBS3aHHBIX C HapyIICHHEM
(yKO3UIMPOBaHUSA B JPYTUX TKaHIX. 3aJep’KKa TCUXOMOTOPHOTO pPa3BUTHUS
Pa3UYHON CTETEHU BBIPAKEHHOCTH HAOIIOJAETCS y OOJBIIMHCTBA MAI[UEHTOB,
BapbUPYs OT JIETKUX TPYIHOCTEH OOyYEeHHs 10 YMEPEHHON HHTEIUIEKTYyalbHOU
HEJIOCTATOYHOCTH. XapaKTEepPHbIE YEPThI JIMIA BKIIOYAIOT IUIOCKYIO TIEPEHOCHILY,
ITUPOKHI HOC, TIOJIHBIE TYOBI, MUKpOIedanuto. HU3KopoCIoCTh SBISETCS YaCThIM
npu3HakoM. ['pynna kpoBu boMOeii (mapabombeit) xapakTepusyeTcst OTCYTCTBHEM
antureHoB H, A, B Ha sputponurax BcneacTBue nedexrta (QyKo3MIMPOBAHUS.
[TepnoIOHTUT Tak)Ke Pa3BUBACTCS, HO MOXKET OBITh MEHEE TSKEIbIM, YeM TIPH
LAD-I. Ilepcuctupytouuii 1eiiKOIUTO3 0OBIYHO MEHEE BhIpaxeH, uem npu LAD-
I. LAD-III xnuandeckre MposiBICHUS BKIIIOYAIOT KOMOMHAIUIO eeKTa aare3nn
JEUKOIMTOB U AUCHYHKIIMU TPOMOOIUTOB. MHGMEKIIMOHHBIN CUHIPOM CXOJEH C
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LAD-I ¢ pemuauBupyromuMu OakTepUadIbHBIMU HMHQPEKIUSAMU, 3aJEPIKKOU
OTJEJICHUS ITyTIOBUHBI, IEPUOTOHTUTOM, IEPCUCTHPYIOIINM JIEUKOLIUTO30M.
['emopparnuecknii cuHAPOM OOYyCIIOBIEH AUCHYHKIHUEH TPOMOOIIUTOB U
MPOSIBIIACTCS TETEXUSAMH, DKXUMO3aMHU, HOCOBBIMU U JKEIYJOYHO-KUIICYHBIMU
KPOBOTCUEHHUSIMU,  MEHOPpPArvsAMH, KpPOBOTEUEHUSMH IOCIE€ TpaBM U
XUPYPrUUYE€CKUX BMEUIATENHCTB. TPOMOOLUTH UMEIOT HOPMAJIbHOE KOJIMYECTBO U
MOp(OJIOTHIO, HO HapyllleHAa WX arperamus BCJIEACTBUE Je(eKTa HHTErpuHa
allbB3. Taxke omucaHbl ciiydal € OCTEONETPO30OM BCIEACTBUE HaAPYIICHUS
(YHKIIMH OCTEOKIJIACTOB.

JIlnarHocruka
Juarnoctuka neduiura aare3uu JEUKOIIMTOB OCHOBBIBAETCS HAa XapaKTEpHOU
KJIMHUYECKON KapTHUHE, JTAOOPATOPHBIX JAHHBIX U MOJIEKYJISIPHO-T€HETHUYECKOM
MOATBEPKIACHUU.
KivuHuyeckass NUAarHOCTHKa MpeAnojaraercs y AeTel ¢ peuuIuBHPYIOLIUMU
OakTepraNbHBIMU MHQPEKIHUSIMU 0e3 00pa3oBaHUs THOS, 3aJIEPKKON OTAENICHUs
NyNOBUHBI,  PAaHHUM  TSKEIBIM  MEPUOJOHTUTOM,  HEPCUCTUPYIOLIUM
nerdkouuTo30M. OCOOEHHO TMOJO3PUTENIBHBIM SBISIETCS OTCYTCTBUE THITMYHBIX
NPU3HAKOB BOCMAJIEHUS B oOyarax HWHQEKIUU TpU HAIUYUU  TSOHKEIOU
HEKPOTU3UPYIOUIEH MHPEKIINH.
OOmmii aHanu3 KpPOBU BBISIBISET BBIPAKEHHBIA JIEHKOLUTO3, OOBIYHO
20000100000/mMxkn u ©Ooznee, ¢ mpeoOnagaHUEM HEUTPOPUIOB dake BHE
MH(EKIIMOHHBIX 3MU30/10B. Bo BpeMs MH(EKIUI JIEMKOIMTO3 PE3KO HApaCTaeT.
Mopdonorus neiikouutoB 00biuHO HopManbHass. Ilpu LAD-III  moxer
HAOJII0AATHCS TPOMOOITUTOTICHUSI UJTM TPOMOOIIUTHE B HOPMAJILHOM KOJIMYECTBE C
HapyleHueM (QyHKIHH.
NMMyHO(DEHOTUITUPOBAHUE JIEMKOIMTOB METOAOM HPOTOYHOM LIUTOMETPUU
ABJSIETCA KJIIOYEBBIM JuarHoctuyeckum wmerogom mia LAD-I u LAD-IIL
Onpenensiercs skcnpeccus CDI11la, CD11b, CDl1c u CDI18 Ha moBepxHOCTU
HerTpodmioB, MoHOIIUTOB U JuMboruToB. [Ipu LAD-I Habmtonaercs oTcyTcTBHE
WJIU pe3Koe CHIbKeHHUe skcnpeccuu Becex MapkepoB CD11 u CD18. Ipu tsxenom
deHoTune sKchpeccus cocTaBisieT MeHee 2% OT HOPMBI, MPU YMEPEHHOM
denotune 2-30% ot nHopmsbl. [Ipu LAD-III sxcnipeccust ”HTETPUHOB MOYKET OBIThH
HOPMAJIbHOM, Tak Kak JAe(EeKT 3aKII0YaeTcs He B 3KCIPECCHH, a B aKTUBALMU
UHTETPUHOB.
OyHKITMOHAIBHBIE TECTHl OIEHWBAIOT CIOCOOHOCTH JICHKOIIMTOB K aATe3uH,
XEMOTAKCHUCy, arperamud. TecTbl aAre3uud in vitro JEeMOHCTPUPYIOT PE3KO
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CHUKEHHYIO CLIOCOOHOCTD JIEHKOIMTOB MPUKPEIUIATHCS K CyOcTpaTam, MOKPHITHIM
ICAM-1 wnmm apyrumMu auraHaMy MHTETPUHOB. TeCThl XeMOTaKcuca B Kamepe
bolinena nny Ipyrux CUCTEMAax MOKa3bIBAIOT HAPYLICHUE MUTPALIUN JIEMKOLIUTOB
B HAIIPaBJICHUH XEMOATTPAKTAHTOB. Arperamnus JISMKOUUTOB, CTUMYJIUPOBAHHAS
dbopOonoBeIMU d(pEpaMu WM JPYTUMH aKTHBATOPAMH, PE3KO CHIDKCHA WA
OTCYTCTBYET.

Jnsa LAD-II xapakTepHO OTCYTCTBUE WIH PE3KOE CHIKEHUE 3Kcnpeccnu CD15s
(sialyl Lewis X) Ha jeHKomMTaX, YTO MOKHO OMPEICIUTh METOJO0M MPOTOUYHOU
OUTOMETPUHU. TaKKe MPOBOAUTCS OINPEICICHUE TPYNIbl KPOBU ISl BBISBICHUS
dbenotuna bomoeii.

Hns LAD-III npu HOpManbHOM 3KCIPECCUM WHTETPUHOB JTMATHOCTUYECKUM
SABJISIETCA HapyIIeHWEe WX aKTuBauuu. [IpoBoasTCS (PYyHKIIMOHAIBHBIE TECTHI,
OIICHUBAIOLIME AaKTUBAIIMI0O HHTETPUHOB B OTBET HA CTUMYJsiLHIO. Takxke
orleHuBaeTcsi (QYHKIMS TPOMOOIIUTOB: arperaius TPOMOOLMTOB B OTBET Ha
paziuunble aroHucThl (AP, komnareH, TPOMOMH) pE3KO CHUKEHA, 4YTO
HaroMuHaeT TpoMoOacTeHuto [animana.

MonekyasipHO-T€HETUUYECKOE HCCIEIOBAHUE SIBISAETCA 30JO0TBIM CTAHIAPTOM
nuarHoctuku. [[na LAD-I npoBoautcs cekBeHupoBanue reHa [TGB2 s
BoisiBJIcHUsT MyTanui. s LAD-II uccnenyercs ren SLC35CI1. Jlna LAD-III
uccnenyercsa red FERMT3. YcraHoBneHHME KOHKPETHBIX MyTaluuid BaKHO IS
MOATBEPAKACHUSA IUArHo3a, T'€HETHYECKOrO0 KOHCYJIbTUPOBAHMS, MPEHATAIBHOU
JTAArHOCTUKH.

JlononHUTENbHBIE HCCIIEIOBAHMS BKJIFOYAIOT MUKPOOHOJIOTUYECKYIO
JTUArHOCTUKY MPU HHPEKIMIX I uICHTU(DUKAIIMY BO30YIUTENCH 1 OnpeiesieHus
UX YyBCTBUTEIBHOCTH K AaHTUMHUKPOOHBIM TMpernaparaMm, BHU3yaJIU3allMOHHbBIC
METO/Bl JJIsi OLIEHKH 0YaroB MH(EKIMH, peHTreHorpaduio 3y00B ISl OLEHKH
nepuogoHTuTa. [IpeHaranbHas IMarHoCTUKA BO3MOXKHA ITPU NU3BECTHBIX MY TaLIMIX
B CEMbE U MPOBOJUTCS MYyTEM MOJEKYJISIpHO-TeHeTUUeckoro ucciaeaoanus JJHK
TJ10/1a, TTOTYYEHHOW TIpH OMOIICHMM BOPCHH XOPHOHA WJIM aMHHUOIICHTe3e. Takxke
BO3MOXXHO ormnpenenenue skcnpeccurn CD18 Ha numdonurax mioga MeToa0M
[IPOTOYHON LIUTOMETPUMU.

HeonaTtanpHbIi CKpUHUHT HA ACPUITUT aATC3UH JICHKOIIUTOB MOXKET MPOBOAUTHCS
Y HOBOPOXIEHHBIX C 3aJEPKKOM OTIEICHUS MYHNOBUHBI, BBIPAKECHHBIM

JICHKOIIMTO30M HJIM CEMEHHBIM aHAaMHE30M 3a00JIEBaHHS.
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JIEHEHME IIEPBUYHBIX UMMYHOJAE®PUIIUTOB

JledyeHnue MepBUYHBIX OMIMOOK UMMYHHUTETA MPEACTABISAET COOON KOMILIEKCHBIMH,
MYJIbTUAUCIUTIIIMHAPHBINA HOJXOJ, HalpaBJI€HHbIH  Ha  KOPPEKLHUIO
MMMYHOJIOTHYECKOTO JedeKkTa, NpOPMIAKTUKY H JiedeHHe HWH(PEKINOHHBIX
OCIIO)KHEHUH,  yNpaBJI€HHE  AayTOUMMYHHBIMHU U BOCHAJUTEIbHBIMU
IPOSIBJICHUSMHU, a TAK)KE KOPPEKIHIO ACCOLMUPOBAHHBIX CUCTEMHBIX HAPYIICHUI.
TepaneBTuyeckass cTpaTerus 3aBUCUT OT TUNA HMMYHOAE(HIINTA, TSHKECTU
KJIMHUYECKUX MPOSIBICHUN, BO3pacTa MAllMEHTAa M JOCTYMHOCTH pa3IMYHbIX
MeTo/10B JsieueHHs. COBpEMEHHBIE MOAXOJbl BKIIOYAIOT 3aMECTHTEIHHYIO
Tepanuio, POTUBOMHUKPOOHYIO npOoUIAKTUKY U JICYCHHUE,
MMMYHOMOTYJIUPYIOLLYIO TEpPaIuio, paJuKaIbHble METOJbI JICUCHUS, TaKUE KaK
TPaHCIIJIAHTALIUS TEMOTIOATHUECKHUX CTBOJIOBBIX KJIETOK U TeHHAS TepaIus, a TAaKKe

CUMIITOMATHYECKYIO U MOJIEPKUBAIOIIY IO TEPAUIO.
3amecTUTeIbHAA Tepanusd HMMYHOIJIO0YJIMHAMH

3amecTUTeNbHAs Teparus MpenapaTaMd MMMYHOTJI00YJIMHOB SIBJIIETCSI OCHOBOM
JICYCHUS TIEPBUYHBIX OMTMOOK UMMYHHUTETA C MPEUMYIIECTBEHHBIM HAPYIICHUEM
IYMOPQJIbHOTO 3B€HA MMMYHHUTETa WU HEJOCTATOYHOW MPOIYyKUHUEW aHTUTEN.
[TokazaHusi  BKJIIOYAIOT  MEPBUYHBIE  TyMOpajibHbIE  WMMYHOAC(PHUIUTHI:
XCUEMJIEHHYI0 araMMarjioOyJlMHEMHIO, OOIIyl0 BapuaOeIbHYI0) HWMMYHHYIO
HEJI0OCTATOYHOCTD, NepuuuT cyOkiaccoB IgG ¢ HapyllleHHneM aHTUTEIBHOT'O OTBETA
U PEUUIUBUPYIOIIMMUA HWHQEKIUAMH, CUHApoM runep-IgM, cnemudbuyeckmii
NeUITUT aHTUTEN K TOJIMCAaXapUJIHBIM aHTUT€HAM MPU HAJIWYUU KIWMHUYECKUX
IIPOSIBIICHU M. Takxe IOKa3aHUuEM ABIIAIOTCS KOMOWHUPOBAHHbBIC
UMMYHOJIC(PUIIUTHI ¢ HApyIICHUEM MPOMYKIHMHU aHTHUTEN: CHHApOM BuckoTTa-
Onapuua, arakcus-TeleaHrudKTaszusi, cuHapom Jlu JDKOpmKM Npu HaIUYUU
rymMopasibHOro Jnedexra, Apyrue KOMOMHMpPOBAHHBIE HMMYHOJE(UIIMTHI 0
MPOBEICHMS TPAHCIJIAHTAMU TE€MOIMOATHYECKUX CTBOJIOBBIX KIIETOK.

[Ipenapatbl ~ UMMYHOIJIOOYJIMHOB  COJEpKaT  npeumylecTBeHHo  IgG,
BBIJICJICHHBIN U3 MJIa3Mbl THICSY 3/I0POBBIX JOHOPOB, U COAEPKAT ITUPOKUNA CIIEKTP
AQHTUTEJI MPOTUB PA3NTUYHBIX OaKTEPUATBHBIX, BUPYCHBIX U JIPYTHX IMMATOTCHOB.
CoBpeMeHHbIe npenapartbl BBICOKOOYUIIICHBI, BUPYCHHAKTHBUPOBAHBI
MHOKECTBEHHBIMHU METOJIaMU, UMEIOT BBICOKHUI PO UIH O€30MacCHOCTH.
CymecTByloT  1B€  OCHOBHbIe  (OpMBI  TpemapaToB:  BHYTPUBCHHBIE
UMMYHOTJIOOYJIMHBI ¥ TOJKOXXHBIE HMMYHOTJIOOYJIUHBI. BHYTpUBEHHBIC
MMMYHOTJIOOYJIMHBI BBOJISTCS ITyTEM BHYTPUBEHHON MH(Y3UN OOBIYHO KaXxbie 3-

4 Henenu B yCINOBHSX KIMHUKH WIM JTHEBHOrO ctanvoHapa. CtanaapTHas J103a
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coctasisieT 400-600 Mr/Kr Macchl Tejia Ha BBEJIEHHE, YTO COOTBETCTBYET MECSUHOU
no3e okoiio 400-600 mr/kr. Jlo3a nmoadoupaeTcss HHANBUIYATbHO JUIS TOCTHKEHUS
ocratroyHoro ypoBHs IgG mepen cruemyronuMm BBEJACHHEM HE MeHee S5-8 1/,
ontuMajbHO 7-10 1/11. Y ManMeHTOB ¢ XPOHUYECKUMH 3a00JICBAaHUSIMU JIETKHUX,
OpOHXOPKTa3aMHt, YacThIMH HHQEKIHSIMU MOTYT TpeOOBaThCcs 0OoJiee BBICOKHE
JI03BI JIJIS1 TOCTHKEHUST OCTATOYHOTO YpoBHS 8-10 1/171 1 BhIIIIE.

[Toako>kHBIE UMMYHOTJIOOYIMHBI BBOASITCS €KEHEACIBHO WM JIBAXK/Ibl B HEJIEITIO
yTeM MeJJICHHOW MOJIKOKHON HH(Y3UU C UCIIOJIb30BAaHUEM UH(PY3UOHHBIX ITOMII.
OO6mas MecssyHasi 103a SKBUBAJCHTHA J103€ BHYTPUBEHHBIX UMMYHOTJIOOYJIMHOB
win MoxkeT ObiTh Ha 20-30% Beime. [IpenMyniecTBaMu MOJAKOXKHOTO MYTH
BBEJICHUS SABJIAIOTCS O0Jiee cTa0uIbHBINA YpoBeHb [gG B KpoBU 0€3 MUKOB U CMa/I0B,
XapaKTEPHBIX JUIsi BHYTPUBEHHOTO BBEACHHS, MEHbINAs YacTOTa CHUCTEMHBIX
mo00YHBIX A((HEKTOB, BO3MOKHOCTh CAMOCTOSITEILHOTO BBEJCHUS TMallMEHTAMU
WU POAUTEISIMA B JOMAIllHUX YCIOBUAX MOCJIE€ OOYYEHHUs, YTO TOBBIIIACT
KauecTBO >KM3HU M HE3aBUCUMOCTh. HemocTaTkamMu SIBISIIOTCS HEOOXOAMMOCTD
YacThIX BBEJICHHWI, MECTHBIE PEaKIMM B MECTaxX HHBEKIUNU, HEBO3MO>KHOCTb
BBEJICHHS O0JIBIINX OOBEMOB 3a OAHY MPOLIEAYPY.

[lenn 3aMECTUTENBHON TEpPaNuU BKIIOYAOT MOJAEPKAHUE OCTATOYHOTO YPOBHS
IgG mepen crnemyromMM BBEICHHEM Ha LEJIEBOM YPOBHE, IMPEIOTBpPALICHUE
MH(EKIU, yIydlleHWe KayecTBa JKU3HM, NPEAOTBpAICHUE  Pa3BUTHUS
XPOHUYECKUX OCJIOKHEHUMN, TAKUX KaK OPOHXOAKTa3bl, XPOHHUUECKHUE 3a00JIEBaHUS
nerkux. I(QPeKTUBHOCTh TEPANU OLICHUBAETCS 110 YaCTOTE U TSHKECTH UH(PEKITUH,
octatoyHoMy ypoBHIO IgG, DyHKIHMH Jerkux, o0IEeMy COCTOSHHUIO 3JI0POBbS U
KaueCTBY >KU3HH.

MOHUTOPUHT 3aMECTUTENBHOM TEPANIMM BKIKOYAET H3MEPEHHE OCTAaTOYHOTO
ypoBHs IgG mepen odepenHbIM BBEACHUEM Kaxable 3-6 MECSUEB i1 OLECHKHU
aJICKBaTHOCTH JI03bI M KOPPEKIIUHU MTPU HE0OX0AUMOCTH. Takke KOHTPOJIUPYIOTCS
oOImuii aHaIM3 KpOBHU, OMOXMMHUYECKHE TOKa3aTeau (YHKIIMU MEUCHH M MOYEK
MEPUOINYECKH JIJIS BBISIBJICHUSI BO3MOXKHBIX TOOOYHBIX 3 exToB. Knnauueckwuii
MOHUTOPHUHT YaCTOThI U TSHKECTU MHMEKIIUNA, PYyHKIIMH JIETKUX, 00IIIET0 COCTOSHUS
3I0POBbSI MPOBOJUTCS MOCTOSTHHO.

[To6ounbIe 23 (PEKTHI 3aMECTUTENHHON TEPAUH OOBIYHO JIETKUE U TPAH3UTOPHBIC.
Cucremsple 10004YHBIE A(DQPEKTHI TPU BHYTPUBEHHOM BBEICHUU BKIIOYAIOT
TOJIOBHYIO 00J1b, 03HOO, JIMXOPAAKY, TOIIHOTY, MUAJITUM, OOJU B CIIUHE, KOTOPHIC
OOBIYHO CBSI3aHBI CO CKOPOCTHIO MH(Y3MH W YMEHBINAIOTCS TPH 3aMEJICHUH
BBeJICHUS. PeaKko BO3MOXHBI TsDKENbIC aJIEPTHUECKUE pEeaKIMU, BKIIOYAs

aHa(uIaKCHI0, 0COOEHHO y MalUeHTOB ¢ Aeduuutom IgA u HanuuueM aHTH-IgA
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anTuTen. TakuM manueHTam ciaeayeT MCIOJb30BaTh IPenapaTbl ¢ MUHUMAJIbHBIM
coxepxkaHueM IgA wim mepexoauTh Ha MOJAKOXHOE BBeneHue. O4eHb penkue
Cepbe3HbIE  OCJIO)KHEHHMsSI  BKJIIOYAlOT  TpoMOosMOonmueckue  coObITH,
aCeNTUYECKUI MEHUHTUT, OCTPOE IOBPEKACHHUE ITOYEK, TEMOJIU3.

MecTHblE peakuuM IIpU IMOJAKOXXHOM BBEJCHHMM BKJIKOYAKOT OTEK, THIEPEMMIO,
00Jb, 3yA B MECTax HHBEKUUN, KOTOpbIE OOBIYHO JIETKHE W TPAH3UTOPHBIE,
YMEHBIIAIOTCSA CO BPEMEHEM U IIPU NTPABUIILHOM TEXHUKE BBEIICHUS.
3amecTuTeNbHAsT Tepanus UMMYHOTJIOOYJIMHAMU IPOBOJUTCSA MOKU3HEHHO Y
NAlMEHTOB C TEPBUYHBIMH TYMOpPaNbHBIMU UMMyHOAepuiutamu. [lpu
KOMOMHHMPOBAHHBIX MMMYHOJE(ULUTAX Tepanus MNPOBOJUTCS 10 BBINOJIHEHUS
TPAHCIIAHTALMM TE€MOIOITHUYECKUX CTBOJIOBBIX KJIETOK, IIOCIE KOTOPOW IpH
YCIIEIIHOM NPWKUBJIEHUA W BOCCTAHOBJIECHWH HWMMYHHTETA 3aMECTHUTEJIbHAs

TCpaIrus MOXKECT OBITH IIpCKpalicHa.

IIporuBoMuKpPOOHAs NPOPUIAKTHKA U JIeHUCHHE

[IpotuBOMHKpOOHAs TPO(]PHIAKTHKA M CBOEBPEMEHHOE arpecCMBHOE JIEUYEHUE
UHPEKUUN SBIAIOTCS KPUTUUECKH BaXKHBIMM KOMIIOHEHTAaMU BEJICHUS MAllUEHTOB
C IEPBUYHBIMA UMMYHOAE(PUIIUTAMHU.

AHTuOaKkTepuangbHas NOpoUIaKTHKAa TOKa3aHa MHOTMM MaleHTaMm s
CHWKEHUS 4acTOTHI OaKkTepuaIbHbBIX UHpEKIUH. TpumeTornpum-
cyJibpamMeToKCaz0 SBISIETCS HauOOJee YacTO MCHOJIb3YEMbIM MpenapaTtoM jis
NpOPMIAKTUKA Kak OaKTepuadbHbIX HWH(EKUUHA, TaK M MTHEBMOIUCTHOM
nHeBMOHMU. Vcnomnb3yercs B 103€ 5 MI/KT 1O TPUMETONPUMY €KEIHEBHO WK 3
paza B Heaemo. OcoOEHHO TOKa3aH NalUUMeHTaM C JedeKTaMu KJIETOYHOIro
UMMYHUTETA, BKIIOYas TSHKENbIM KOMOMHUPOBAHHBIM UMMYHOIE€(ULIUT, CHHIIPOM
Buckorra-Ongpuya, arakCUiOTeICaHTUIKTa3u0, cuHapoMm rumnep-IgE, nedurut
aAre3uu JeMKOUTOB, 10 TPAHCIUIAHTAIIMN WM TOKU3HEHHO. AJIbT€pHATUBHBIMU
mpernapaTaMu  [pU  HENEPEHOCUMOCTH  TPUMETOINPHUM-CyJibpaMeToKca3oa
SBJISIFOTCSL JJATICOH, IEHTAMUIUH B a3p030JbHON (popMe, aTOBAKBOH.
AHTHUCTa(QUIOKOKKOBbIE AHTHOMOTHUKHM HCMOJB3YIOTCS Il  TPOQPUIAKTHKA
cTaUIOKOKKOBBIX HMH(MEKIui mnpu cuHapome runep-IgE, xponudeckoit
rpaHyJieMaTo3HON Ooyie3HH, AehUIIUTE aare3ud JeHKOUMUTOB. M cmonb3yroTces
1edajgoCnopuHbl  NEPBOrO  MOKOJEHMsS, JAMKIOKCAUMWJUIMH WU Jpyrue
aHTUCTA(PUIIOKOKKOBBIE MpenapaTbl B MPO(YUIAKTUYECKUX JJ033aX IOCTOSHHO.

Makponuabl MOTYT HCIOJb30BaThCA I  NPOPUIAKTUKYA PECTIMPATOPHBIX
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uHpEeKuMii y MalMeHTOB C  XPOHWYECKMMHU  3a00JICBAaHUSIMHU  JIETKHX,
OpoHXO03KTa3aMU. A3UTPOMHUIIMH B A03¢ 5-10 Mr/kr 3 pasza B HeIEII0 TMOKa3al
3¢ ()EKTUBHOCT, B CHUKEHUU YaCTOTHI OOOCTPEHUN M YIydlieHUU (GyHKIAN

JICTKHUX.

[IpotuBorpubOkoBasi mnpoduIaKkTUKa TMOKa3aHa TMalMEeHTaM C TOBBIIICHHBIM
PUCKOM TPUOKOBBIX MH(EKIHA. A30JIbHBIC TIpemapaThl, Takhue Kak (PIrykoHa3od,
UTPAKOHA30JI, BOPUKOHA30JI, MO3aKOHA30JI, UCIOJIB3YIOTCA Il MPOQPUIAKTUKA
KaHJIM03a M acneprujuie3a y TMalMeHTOB C TSKEIbIM KOMOWHUPOBAHHBIM
UMMYHOJCPHUIIUTOM, XPOHHUYECKOW T'paHyJIeMaTO3HON OO0JIEe3HBIO, CHUHIPOMOM
runeplgE, ApyruMu COCTOSIHUSIMU C BBICOKMM PHUCKOM TPUOKOBBIX HHGEKIIHM.
Br16op mpenapara u 10361 3aBUCUT OT KOHKPETHOTO HIMMYHOIS(DUIINTA U CTIEKTPA
O’KUJIa€MBIX BO30YIUTEIICH.

[TpotuBOBUpYyCHas NpOdUIAKTUKA AIIMKIOBUPOM WJIM BAIAIIMKIOBUPOM IMOKa3aHa
MAIMEeHTaM C PEIUIUBUPYIONTUMH TePIIETHYSCKUMHI HHPEKITUIMU, 0COOSHHO TIPH
nedeKkTax KIETOYHOro uMMyHHUTEeTa. IIpodrrakTika mIHTOMEraIoBHPYCHOM
MHQEKIMU TaHIUKIOBUPOM WJIM BAJITAHIIMKIOBUPOM MOXKET OBITh MOKa3aHa
MaIMeHTaM ITOCJIe TPAHCIUTAHTAIIMHM TeMOIIO3THYECKIX CTBOJIOBBIX KJIETOK.
Jleyenue ocTpbix HHGEKIUI JOHKHO HAYMHATHCS HE3aMENTUTEIBHO MPHU MEPBBIX
npu3Hakax uHpekuu. Yacto Tpedyercss sMIupUYecKas aHTHOAKTepHhalibHAS
Tepanusi aHTUOMOTHKAMHM IIUPOKOTO CIIEKTpa ACHCTBUSA OO TOJyYCHHS
PE3yIABTATOB MUKPOOMOJIOTHUECKOTO UCCIEAOBaHMS. Y TAIMEHTOB C MIEPBUYHBIMU
AMMYyHOAC(PUIIUTAMH  MHQPEKIIMM  YacTO  BBI3BAHBI  HEOOBIYHBIMH WM
ONMMOPTYHUCTUYECKUMHU BO30YIUTEISIMU, TOITOMY HEOOXOIUMO THIATEIHHOE
MUKPOOHOJIOTUYECKOE OOCJIEeIOBAaHUE C HCIIOJIB30BAHUEM KYJIBTYPAIbHbIX,
CEPOJIOTUYECKUX, MOJICKYJSIPHBIX METOAOB TSl MIASHTH(UKAIIUN BO30YyIUTEICH.
Jleyenne mOKHO OBITH HAMpPaBICHO TMPOTHUB WACHTHU(PUIIMPOBAHHBIX HIIN
HanOoJiee BEPOSATHBIX BO30yAWUTENIEH C YYETOM WX YYBCTBUTEIBHOCTH K
AHTUMHUKPOOHBIM MperapaTam.

JIMUTeTbHOCTh AaHTUMHUKPOOHOW Tepanmuu TpH MEPBUYHBIX UMMYyHOIE(PHUIINTaX
O0OBIYHO OOJIBIIIE, YeM Y MMMYHOKOMITICTCHTHBIX MAIIMEHTOB, TaK KaK dpaJrKaIius
BO30ynuTenel 3atpyaHeHa. Yacto TpeOyroTcs Kypchl TPOAOKUTEIHHOCTHIO
HECKOJIbKO HENeNh WM JaKe MecCsleB, 0COOCHHO mpu TriayOokux abcieccax,
OCTCOMHECTIUTE, DHAOKApAUTE, TPUOKOBBIX UHGpEKuAX. I[lpm HEKOTOPBIX
XPOHUYECKUX MH(DEKITUAX MOKET TOTPEOOBATHCS CYNIPECCUBHAS TePATUs HU3KUMH
7103aMU aHTUMUKPOOHBIX TPEMapaTOB JIUTEIHHO WX MOKU3HEHHO.
Xupyprudeckoe JieueHne HHOEKITMOHHBIX OCIIOKHEHHH, BKITIOYas APCHUPOBAHUE
abcIieccoB, CaHAIMI0O U HEKPIKTOMHUIO HEKPOTH3MPOBAHHBIX TKaHEH, yAalleHue
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MHQUIUPOBAHHBIX MHOPOJHBIX TEN, PE3EKIHIO MOPAKEHHBIX yYaCTKOB OPraHoOB,
4acTo HEOOXOJUMO B COUETaHUM C aHTUMHMKPOOHOM Tepamuen JUisl JOCTHXKEHUS
KOHTPOJISI HaJl HH(PEKIUECH.

TpancmiianTanus reMONO3THYECKMX CTBOJIOBBIX KJIETOK
TpaHcmiaHTauys reMONO3TUYECKUX CTBOJIOBBIX KJIETOK SIBJISIETCS €UHCTBEHHBIM
pajvKaJIbHBIM METOAOM JIEUEHUS MHOTHX TSDKENBIX MEPBUYHBIX OIIMOOK
UMMYHUTETA, IPUBOISIIHM K IIOJIHOMY HU3JICYEHUIO IIPU yCIEIIHOM IPYKUBIICHUA
TpaHCIUIaHTaTa. TpaHCIUIAHTaLMs IOKa3aHa MIPH CIIETYIOIIUX COCTOSHUSX.
Tsokenplii  KOMOMHHUPOBAHHBI ~ MMMYHOAE(QULMUT  SBISETCS  AOCOIIOTHBIM
IOKa3aHUEM K TPAHCIUIAHTALMH, KOTOpas IOJDKHA ITPOBOJIUTHCA KaK MOXKHO
paHblIe, ONTUMAJIbLHO B MepBble 3-4 MecAlla XKU3HU JI0 Pa3BUTHUSA TSKEIBIX
MH(PEKUNOHHBIX OCIOXKHEHUH. TpaHcIIaHTalys NpUBOIUT K BOCCTAaHOBJIEHHIO T-
1 B-KI€TOYHOrO0 MMMYHHUTETA M TP CBOEBPEMEHHOM IPOBEACHUHN 00€CTIEUNBAET
BBDKHMBaeMOCTh Ooisiee 90%.
Cungpom Buckorra-Ongpuya ¢ KJIaCCUUECKUM TSDKEIBIM (DEHOTHIIOM SBIISETCS
MOKa3aHUEM K TPAHCIUIAHTAllMU, KOTOpPas KOPPEKTHPYET HMMYHOAE(UIINT,
TPOMOOLIUTONEHUIO, FK3EMY U 3HAUUTEIIBHO YJIy4IlIaeT MPOTHO3.
X-cuernseHHas araMMaryo0yJIMHEMHUsI OOBIYHO YCIIEIIHO JEUYUTCS
3aMECTUTENIbHOM Tepanued UMMYHOrJI00yJIMHAMM, OJHAKO TpPAaHCIUIAHTALIUS
MOXET PacCMaTpPUBATHCA B UCKIIOUUTEIBHBIX CIIy4asX MPU Pa3BUTHUU TIKEIbIX
OCJIO)KHEHHUM, HE TMOJJAIIIMXCd KOHCEPBAaTUBHOW TEpPANMUU, TAKUX KakK
MPOrPECCUPYIOLINNA SHTEPOBUPYCHBI MEHUHT O3HIIE(PATHT.
XpoHUyeckasi rpaHyJieMaTo3Hasi 00JIE3Hb C TSKEJIBIM TEUEHUEM, pePPAKTEPHBIMU
UHQEKUUAMU, TKEIBIMU BOCHAIUTEIbHBIMUA OCJOXHEHUSIMH MOMKET OBITh
MOKa3aHUEM K TPAHCIUIAHTALIMH, XOTsI pEelIeHUE NPUHUMAETCS] HHAUBUAYJIbHO.
Cunapom runep-Ig ¢ nepexrom DOCKS sBasiercs TmMoOkazaHUEM K
TPAaHCIJIAHTALIUM, KOTOpash 3HAaYUTENbHO YyiyduinaeT nporHo3. Ilpm nedexrte
STAT3 rtpancnnanTtanusi Oojiee CclOpHAa W pEHIeHHWE  ITPUHUMAETCs
UHAUBUAYaAIbHO. JlepuiuT aare3un gedkouuToB Tuna I ¢ TsxKenbM (GEeHOTUIIOM
ABJISIETCS IOKa3aHUEM K TPaHCIUIAHTAlMKU, KOTOpask JOJKHA IPOBOAUTHCS PAHO.
ATakcHus-TeII€aHrMIKTa3usl TPAJAULMOHHO HE pacCMaTpHUBAIACh KaK MMOKa3aHUE K
TPaHCIUIAHTALIMH, TAK KaK HEBPOJIOTUYECKUE MPOSIBIECHUS 00YCIOBIEHBI Ie(PeKTOM
B HEMPOHAX U HE KOPPEKTUPYIOTCS TpaHCIUIaHTauuen. OqHaKko B MOCIEHUE TOAbI
o0cyX/1aeTcsi BO3MOKHOCTh TPAHCIUIAHTALUU JJIs1 KOPPEKIIMU UMMYHOIe(ULInTa

Y OTACJIIbHBIX ITAIUCHTOB.
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Cunapom [u Jxopku ¢ moiaHOM (OpPMON M TSXKEIBIM UMMYHOASHUIIUTOM
ABJSIETCA TIOKa3aHWEM K TpPaHCIUIAHTAUM THUMYCAa WM TE€MOMNO3THYECKUX
CTBOJIOBBIX KJIETOK.

M CTOYHUKM TE€MOMO3THUYECKUX CTBOJIOBBIX KJIETOK BKJIFOYAIOT KOCTHBIM MO3T,
nepudepruueckue CTBOJIOBbIE KJIETKH, MOOWJIM30BaHHBIE T'PaHyJIOIUTAPHBIM
KOJIOHHECTUMYJUPYIOMHUM (HaKTOpOM, MyNOBHHHYIO KPOBb. BBIOOp HCTOYHHMKA
3aBUCUT OT JIOCTYIIHOCTM JOHOpa, BO3pacTa MalMeHTa, CPOYHOCTH
TPaHCIUIAaHTAMU. THUnbl JOHOPOB BKIOUaOT HLA-MIEHTUHYHOTrO pOJCTBEHHOTO
JIOHOpa, OOBIYHO cubOca, UYTO OOecreyrMBaeT HAWIy4lllde pe3ybTaThl C
HAaVMEHBIIUM PUCKOM PEAaKUWU TPAHCIUIAHTAT MPOTUB XO3SIMHA U OTTOPKEHUS.
HLA-coBMecTUMBIN HEPOACTBEHHBIM JOHOP MOAOHMpAETCS U3 MEXKAYHAPOIHBIX
PETUCTPOB JOHOPOB KOCTHOTO MO3ra IPU OTCYTCTBUM POJCTBEHHOIO JIOHOPA.
lannonneHTHYHBIM  JOHOpP, OOBIYHO OJWH U3 poauTenei, wumeer 50%
coBMeCcTUMOCTh 10 HLA ¥ MOXET HCIOIB30BaThCS MPU OTCYTCTBUH MOJHOCTHIO
COBMECTUMOTO JOHOpAa C MPUMEHEHHWEM METOJOB JeIuieluu T-KIEeTOK WiIH
MOCTTPAHCIIAHTAIMOHHOTO IUKJIopochamuaa sl NpOoUIAKTHKK pEeaKkUuu
TPaHCIUIAHTAT MPOTUB XO35MHA.

PexxuMbl  KOHIUIIMOHUPOBAHMS  TEpell  TpaHCIUIAHTAIIMEW  MOTyT  OBITh
MHET0a0ATUBHBIMU C TIOJHBIM Pa3pyIlIeHHEM KOCTHOTO MO3Ta PEIUIUEHTa C
WCIIOJb30BAaHUEM BBICOKMX JI03 XUMHUOTEpanuyd W/WIM paguoTeparnuu, 4YTo
o0OecreuynBaeT HaJEKHOE TMPIWKUBICHHWE, HO CONPSHKEHO C  BBICOKOMU
TOKCUYHOCTBIO. PeXUMBI peayliMpOBaHHON WHTEHCHUBHOCTH HCHOJB3YIOT OoJiee
HU3KHUE J103bl XUMUOTEPANEBTUUYECKUX TPENapaToB, o0ecrneynBas NpHKUBJICHNUE
MIPU MEHBIIEH TOKCUYHOCTH, YTO OCOOEHHO BAXKHO JJI MAIMEHTOB C TKEIBIM
OOIIIUM COCTOSIHUEM, OPTaHHBIMH MOBpexIeHUsAMU. [Ipu HexkoTopbhix (Gopmax
TSOKEJIOT0  KOMOWMHUPOBAHHOTO MMMyHOJe(dUIMTa, OCOOEHHO C TMOJHBIM
OTCYTCTBHMEM T-KJIETOK, BO3MOXKHA TpaHCIUIAHTAIUsI 0€3 KOHAUIMOHUPOBAHUSI,
TaK KaK OTCYTCTBUE€ MMMYHHOW CHCTEMbl PELUINHMEHTa TMO3BOJIAET JIOHOPCKUM
KJIETKaM TPKUTHCA 0€3 OTTOPKEHUSI.

OcnoxHEeHUs TPAHCIUIAHTALIMM BKJIOYAIOT PEAKLUMI0 TPAHCIUIAHTAT MPOTHUB
X035MHa, BO3HHUKAIOIIYIO KOTrJa JAOHOPCKHE T-TUMQOIUTHI aTakyloT TKaHU
perunuenta. Octpas ¢opma pasBuBaercs B mnepBble 100 gHEl mocie
TPAHCIUIAHTAIIMM U TIOPAXKAET KOXY, IMEUCHb, MKEIyJIOYHO-KHUIICUHBIA TPAKT.
Xponnueckass ¢opma pasBuBaercs mocie 100 gHEed W MOXET IOpaKaTh
MHOXECTBEHHBIE ~ OpraHbl,  HANOMHHAas  ayTOMMMYHHBIE  3a0OJICBaHMS.
[IpodunakTuka NPpoOBOIUTCS UMMYHOCYIIPECCUBHBIMU MpenapaTaMu, TaKUMH Kak

[UKJIOCTIOPUH, TaKpOJIUMYC, METOTpeKcaT, MuKodeHonara moderun, WiIH
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nertenuet T-kineTtok W3 TpaHcruiantata.  MHQeKIuu sBIAIOTCS YacThIM
OCJIO)KHEHHEM BCJICJICTBUE UMMYHOCYIIPECCHH B paHHEM
MOCTTPaHCIUIAaHTAIIMOHHOM Tiepuoje. [IpopunakTika 1 MOHUTOPUHT BUPYCHBIX,
OakTepualbHBIX, TPUOKOBBIX HWH(MEKIUNA KPUTHUYECKH BakHbl. OTTOpKEHHE
TpPaHCIUIAHTAaTa MOKET IPOU30UTH IPU HEJOCTATOYHOM KOHIULIMOHUPOBAHUH UM
HECOBMECTUMOCTH. BEHOOKKITI0O3MOHHAsI OOJIE3Hb MEYEHU SIBISIETCA PEAKUM, HO
CEPBE3HBIM OCIIOKHEHHEM PEKMUMOB KOHIUIIMOHUPOBaHUsA. [[pyrue ocinokHEHUs
BKJIFOYAIOT MYKO3HUT, LIUCTHUT, IOPAXKEHUE JIETKUX, SHTOKPUHHBIE HAPYIICHHUS.
Pe3ynbraThl TpaHCIUIAHTAIMKM TIPH TEPBUYHBIX WMMYHOACPUIIUTAX MOCTOSHHO
yiaydmaioTes. [lpu  TspkenoM KOMOMHUPOBaAaHHOM HMMMYHOJehUIUTE 00IIas
BBDKMBAaEMOCTh cocraBisier Oonee 90% mpu Tpancrantauuu ot HLA-
UJEHTUYHOTO POACTBEHHOTO JOHOpa B MEpBble Mecsubl ku3Hu, 70-85% mpu
TPaHCIUIAHTALIMK OT HEPOJACTBEHHOTO JoHOpa. [Ipu npyrux mMmyHoaepuIuTax
pe3yJbTaThl TaK)Xe XOpoIlne ¢ o0uiel BbKUBaeMOCThI0 70-90% B 3aBUCUMOCTH
oT 3a00JieBaHMs, BO3pAcTa HA MOMEHT TPAHCIUIAHTAI[UH, COCTOSHUS IMAalUEHTA,
THUIIA JOHOPA.
I'ennasi repanus

['eHHas Tepamusi TpPEACTaBISET COOOM MEPCHEKTUBHBIA METOJ JICUCHHS
HNEPBUYHBIX OIIMOOK UMMYHHUTETA, IPU KOTOPOM ayTOJIOTMYHBIE T€MOIIOITHYECKHE
CTBOJIOBBIE KJIETKM MalUeHTa 3a0uUparoTcs, TPAHCAYLUPYIOTCS BUPYCHBIM
BEKTOPOM, HECYIIMM HOPMAJIBHYIO KOIHMIK) MYTAHTHOTO T'€Ha, U BO3BPALIAIOTCS
naiuenty. [IpeumyiecTBaMu SIBISIFOTCSL MCIIOJIb30BaHHE COOCTBEHHBIX KJIETOK
MMalMeHTa, OTCYTCTBHE PHUCKAa pEAaKUWHA TPAHCIUIAHTAT MPOTUB XO35IMHA W
HEOOXOAMMOCTH MOUCKA JJOHOPA.

['enHas Tepanust oqoOpeHa WM HAaXOAMUTCS B MO3AHMX CTaAUAX KIMHUYECKUX
UCCJIEIOBAHUM JIsI HECKOJBKHUX IEPBUYHBIX OLIMOOK HMMMYHHUTETA. TsKemblid
KOMOMHHPOBaHHBIM UMMYHOAEPUUUT, CBA3aHHBI ¢ nedektoMm ADA, ycnenrHo
JIeYUTCS TEeHHOM Tepanued ¢ BOCCTAHOBJICHHEM WMMMYHHOW (QYHKIUH Yy
OOJBIIMHCTBA  MAIIMEHTOB.  X-CHEIUVICHHBIH  TSOKENbIi  KOMOWMHUPOBAHHBIN
UMMYHOAEPUITUT C JeEeKTOM raMMa-11enu O0IIEeT0 perenTopa MUTOKUHOB TaKXKe
II0KA3aJl XOpOLIME PE3ybTaThl T€HHOM TEpaluy B HENABHUX HCCIEHOBAHUSAX C
UCIIOJIb30BaHUEM COBPEMEHHBIX JIEHTUBUPYCHBIX BEKTOPOB. CuHapoM BuckoTra-
Onnpuua sBiseTCs 0OBEKTOM KIMHUYECKUX MCCIEAOBAHUN T'€HHOM TEpanuu c
00HaIeKUBAIOIIUMHU pe3ybTaTaMU. XPOHUYECKas TpaHyjieMaTo3Has 00Jie3Hb, X-
cleruieHHas (opma, TakKe HCCIEOYeTcs B KIMHUYECKHX MCIBITAHUAX TE€HHOU

TEpaIuu.
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Pannue ncnpitanus reaHoi tepanuu B 2000-X ro1ax ¢ UCMOJIb30BaHUEM IaMMa-
PETPOBUPYCHBIX BEKTOPOB COMNPOBOXKAAINCH CEPbE3HBIMU  OCIO0KHEHUSIMH,
BKJIIOYas pa3BUTHE T-KIETOYHBIX JIEUKO30B Y HECKOIBKUX MAIIMEHTOB BCIEICTBUE
MHCEPUHUOHHOTO  MyTareHe3a.  CoOBpeMEHHbIE  MOAXOIbl  HMCHOJB3YIOT
CaMOMHAKTUBHPYIOIIUECS JCHTUBUPYCHBIE BEKTOPHI C YJIYYIICHHBIM TpoduieM
0€30MacHOCTH, 3HAYUTEIIPHO CHIDKAIOIINE PUCK WHCEPIIMOHHOTO MyTareHes3a u
OHKOTE€HHOM TpaHCPOpMallUu.
['eHHas Tepamnus 0CTaeTcsl SKCIEPUMEHTAIBHBIM METOAOM JICYEHHUS, TOCTYITHBIM
MOKa B OrPAaHUYECHHOM YHUCJE CHCHUAIU3UPOBAHHBIX IIEHTPOB B paMKax
KJIIMHUYECKUX WCCIEA0OBAaHUN WM [0 NIPOrpaMMaM pacClIMPEHHOIO JOCTYIIA.
JlosnrocpouHast 3ppeKTUBHOCTH U 0€30MaCHOCTb MPOJIOJIKAIOT U3y4yaThbesi. OTHAKO
TeHHas Teparus MpeACTaBiIsieT O0JbIINE HAJACK bl KaK aIbTePHATUBA AJIJIOTEHHOM
TPAHCIUIAHTALIMU JJISl MAIIMEHTOB, HE UMEIOIINX MOAXOISALIETO TIOHOPA.
NMmmyHoMoay Mpyoiasi Tepanusi
NMMmyHOMOIyIMpyromiasi Tepanus MPUMEHSETCS MPU HEKOTOPBIX IMEPBUYHBIX
UMMYHOJIepuIuTax JUisi KOPPEKIMHM HWMMYHOJOTHMUYECKUX HApyIICHUH WU
JICYEHNS Ay TOMMMYHHBIX U BOCIIAJIUTEIIBHBIX OCJIIOKHEHHIA.
HNuTtepdepoH-raMmma UCHONIB3YETCs IPU XPOHUYECKOM rpaHyIeMaTO3HOM 00JIe3HU
U1l ycusieHus GyHKIUU paronutoB. PEKOMOMHAHTHBIN HHTEpPEPOH-TaMMa B J03€
50 MKr/mM? OAKOXKHO 3 pasza B HEJENIO MOKa3al CIIOCOOHOCTh CHMKATh YacTOTY
TsDKETbIX nHPekni npuMepHo Ha 70%. MexaHu3m J1efcTBUsI BKIIIOUAET YCUIICHUE
skcnpeccun  komnoHeHToB  NADPH-okcupasel, ycunenue  (arouurosa,
aKTUBAIIMIO Makpo(haroB, YCHUJIEHUE NPOIAYKIMU aKTUBHBIX (OPM KHCIOPOJa
aJIbTEPHATUBHBIMU Ty TSIMHU.
['panynouuTapHblii  KOJOHUECTUMYJIUPYIOIIUNA (PAKTOpP HUCIOJNb3YeTCs MpHU
TSDKETION BPOXKICHHOW HEUTPOTICHUH JIJISi CTUMYJISIIIMY MPOAYKIIMH HEUTPO(DUIIOB.
PexomOunanthbiil ['-KC® B 103€ 5-10 MKI/KT TOAKOKHO €XKEIHEBHO WIHM Yepes
JIeHb TI03BOJISIET TIOBBICUTH KOJIMYECTBO HEUTPODWIOB W CHU3UTH YaCTOTY
uH(pEKIui y O0JIBIIMHCTBA NMAlMeHTOB. Jl03a moaoupaeTcss HHANBUAYATBHO IS
nojAep>kaHusi abCOJIFOTHOTO KoJinuecTBa HelTpoduioB Beimie 1000-1500/mki.
BHyTpHuBEeHHbIE UMMYHOTJIOOYJIMHBI B BBICOKUX J103aX 1-2 I/KT UCTIOIB3YIOTCS ISt
JICYCHUS] Ay TOUMMYHHBIX OCJIOKHEHUUN TEPBUYHBIX OIMMOOK UMMYHHUTETA, TAKUX
KaK ayTOMMMYHHasi TeMOJMTHYECKAasT aHEeMMsl, UMMYHHAs TPOMOOILIMTOICHUS, B
JIOTIOJIHEHHE K 3aMECTUTEIIbHON TepaIliuy CTaHAAPTHBIMU JI03aMHU.
[ TFOKOKOPTUKOCTEPOUIBI  UCIOJIB3YIOTCSL JIJIsE  JICUEHUS] AyTOUMMYHHBIX U

BOCIIAJIUTCIBHBIX OCHO}KHGHI/II\/'I, TaKHux KakK HYTOHMMYHHBIﬁ T'€MOJIN3,
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TPOMOOIUTOTICHHS], BOCIAJIUTEIIbHBIC 3a0o0seBaHus KHIIIEYHHKA,
UHTEPCTUIIMAIBHOE 3a00JieBaHUE JIETKHX, JTUMQOUUTapHAs HHTEPCTULIUATbHAsS
nHeBMOHMsI. OJHAKO UX MPUMEHEHHUE JIOJDKHO OBITh OCTOPOXKHBIM H3-3a PHCKa
ycyryonenus ummyHojedunutra u uHbekuui. Mcnonb3yroTcs MUHUMAIbHO
s¢deKkTUBHBIE 103bI, KOPOTKHE KYPChI, TPEUMYIIECTBEHHO MECTHBIE ()OPMBI MTPH
BO3MOXHOCTH. MIMMyHOCynpecCuBHBIE mIpenapaTbl, TaKME KakK a3aTHONPWH,
MuKko(deHonata ModeTus, MEeToTpeKcar, IUKIOCIOPUH, MOTYT HCIOJIb30BaTHCS
JUTSL JIEUEHHUS TSDKEIIBIX 8y TOMMMYHHBIX OCJIOKHEHUMN, PE3UCTEHTHBIX K CTEPOUIaM.
[Ipumenenue TpeOyeT THIATEIBHOTO MOHMTOPMHIA M B3BEIIMBAHUS PHUCKA
MHEKINA.
buonornyeckue nmpenaparsl, BKIOYask pUTYKCUMaO MOHOKJIOHAJIbHBIE AaHTUTENA K
CD20, wucnonb3yroTcs g JIEYEHHS ~ AyTOMMMYHHBIX  IIUTOIICHMI,
mumornponudepaTUBHBIX HapylLICHUH, EBV-accounnpoBaHHbIX
muMponpomudepaTUBHbIX ~ 3a00JIEBaHUI Yy  MAUEHTOB C  [EPBUYHBIMU
UMMYHOIe(pUIITaMHU. NHrubutopsl TNF-ansda VICTIOJIB3YIOTCSA c
OCTOPOKHOCTBIO Il JICYEHHUS] BOCHAJIUTENBbHBIX 3a00JIEBaHUI KHILIEYHUKA,
apTPUTOB TPU HEKOTOPBIX HMMMYHOJE(UIMTAX, HO MPOTHBOINOKA3aHbl MpHU
COCTOSIHUSIX C BBICOKUM PUCKOM MH(DEKIIHHA.

Baknunanus
Baknunanus nmanueHTOB € NEPBUYHBIMM  MUMMyHoJeduUuTaMu  Tpedyer
WHJIUBUYyAIbHOIO TOJIXO0Ja C Y4YE€TOM THUIlAa HMMMYHOJE(PUIUTA, CTEINECHU
HapyLIEHUsI UMMYHHOTO OTBETA, TUIIA BAKL[UHBI.
MHakTuBHpOBaHHbBIE BAaKIMHBI BKIIIOUAIOT YOUTHIE OakTepuaabHble U BUPYCHbBIE
BaKI[MHbI, CcyObeIMHUYHBIE, PEKOMOMHAHTHBIE, MOJIMCaxapyuIHbIE,
KOHBIOTMPOBaHHbIE BakUMHbI. OHM O€30MacHbl Ui MAllMEHTOB C NEPBUYHBIMU
UMMYHOAEC(QUIIMTAMHU, TaK KaK HE COJIEP’KaT JKUBBIX BO30yauTeleld U HE MOTYT
BbI3BaTh MH(EKIMIO. IHaKTUBUPOBaHHBIE BAaKIIMHbBI [TIOKAa3aHbl BCEM MAallUEHTaM C
NEPBUYHBIMH MMMYHOJE(DUIUTAMU 32 HEKOTOPBIMU HCKIIOUeHUAMU. OmHaKO
3¢ (PEKTUBHOCTH BAaKIIMHALIMYA MOKET ObITh CHUKEHA U3-32 HAPYIICHUSI UMMYHHOTO
oTBeTa. Y MAalMEHTOB C TYMOPAJIbHBIMA HWMMYHOAC(PUIUTAMH, MOIYyYarOUUX
3aMECTUTENIBHYIO  TEepalvi0 HWMMYHOIVIOOYJIMHAMH, BaKUMHAIUS  OOBIYHO
Her((PEeKTUBHA, TaK KakK OpPraHu3M HE MOXKET MNpPOAYLHpPOBaThH COOCTBEHHBIE
AHTUTENA, HO BAKUMHALMSA MOXKET NPOBOAUTHCSA I CTUMYJIALMH KIETOYHOIO
MMMYHUTETA.
JKuBble aTTEHyMpOBAHHBIE BAKIMHBI BKJIOYAIOT BAKIMHBI MPOTUB KOPH,

KpAacHyXH, NapoTUTa, BETPSIHOW ocmbl, poTaBupycHyto, BCG, opanbpHyio

77



[OJUOMUETUTHYIO BaKIMHY, >KENTOH Juxopaiaku. OHM comepikaT OCliabJIEHHbIE
’KUBBbIE MUKPOOPIaHU3MBI, CIIOCOOHBIE PA3MHOKATbCS B OPraHU3ME U BbI3bIBAThH
MMMYHHBIN OTBeT. JKHBBbIE€ BaKI[MHBI MPOTUBONOKA3aHbl MAIIUEHTaM ¢ JeheKTamu
KJIETOYHOTO UMMYHUTETA, BKJIFOYAs TSKEIIBIN KOMOMHHUPOBAHHBIN
UMMYHOJEPUIUT, cUHApOM Buckorra-Ongpuya, aTakCHIO-TENICaHTHIKTA3MIO,
XPOHUYECKYIO I'PaHyJIeMaTO3HY0 O0JIE3Hb U IPYyTHUe COCTOSHUS ¢ HapymeHueM T -
KJIETOYHOTO HMMMYHHUTETA, M3-3a pUCKA pa3BUTUSA BAKLIMH-ACCOLMUPOBAHHBIX
3a00JIeBaHUH C TMCCEMUHAIIMEN BaKIIMHHOTO MITAMMa.

JKuBblE BakUOMHBI MOTYT IIPUMEHATHCA y NALKUEHTOB C W30JMPOBAHHBIMHU
rYMOpaJbHbIMA UMMYHOJIE(ULIUTAMHU [P COXPAHHOM KJIETOYHOM HUMMYHHUTETE,
TaKUMHU Kak X-CLEIUIEHHAash araMMarjoOyJIMHEMHUs], CEeIeKTUBHbBIN neduuut IgA,
nepuut cyoOkiaccoB IgG 6e3 HapylieHHs KIETOYHOro MMMyHHTeTa. OHaKoO
3¢ (HEKTUBHOCTH MOXKET OBITh CHH)KEHA M3-3a HEAOCTATOYHOM MPOTYyKIIUU aHTUTEI.
CreunanbHble PEeKOMEHJAIMKM BKJIIOYAIOT O0S3aTENbHYI0 BaKIMHALIMIO HPOTUB
ITHEBMOKOKKOBOM ~ MH(EKIMU KOHBIOTUPOBAHHBIMU M  MOJHMCAXapUIHBIMU
BAaKI[MHAMU, POTUB reMo(UiIbHON HHPEKIUK THHa b, TPOTUB IPUMIA €KETOTHO
MHAaKTUBUPOBAHHOW BaKIMHON. BaklnHa1Ms 4JI€HOB CEMbH U OJIM3KHX KOHTAKTOB
BCEMU BaKI[MHAMM, BKJIKOYas KUBBIE, Ul CO3JaHUs KOJJIEKTUBHOIO UMMYHUTETA
W 3ammThl namueHTta. OpHako crneayer u30eratb BaKUMHALMKA — OpalbHOU
[IOJIMOMHUEIUTHON  BAKIMHOW WIEHOB CEMbH IALMEHTOB C  TSKEIBIMU
MMMYHOJA€(PUIIMTAMU U3-3a PUCKa NEpelayu BaKIMHHOTO IITaMMa IOJMOBUpPYCa
MMalnueHTy. BMecto 3Toro cienyer HMCNoJab30BaTh  HMHAKTHUBUPOBAHHYIO
ITOJIMOMUEIUTHYIO BAKLIUHY.

Onenka >QQPEeKTUBHOCTH BAKIMHALMKA MPOBOAMUTCA IMyTEM H3MEPEHUS TUTPOB
cnenupUUecKuX aHTUTeNl 4depe3 4-8 Helenpb Mocie BaKUMHALUMU Y HalMEHTOB,
CHOCOOHBIX NMPONYIHPOBaTh aHTUTENA. [Ipu HEJOCTaTOUHOM OTBETE BO3MOXKHA
PEBAKIMHALMSA WU UCIIOIb30BaHUE aJIbTEPHATUBHBIX MTOAXOO0B.

CumnromaTuyeckasi ¥ NMoAAepP;KUBAIOLIAs] Tepanus
CumnromaTtnyeckass W TOAJACPKUBAIOIIAsl TEpalds HaIpaBlICHA Ha JICUCHHE
cnenupUUecKrX MPOSIBICHUN U OCI0KHEHUN MEPBUYHBIX OIIMOOK UMMYHUTETA.
Pecniuparopnas ¢usnorepanus BakHa A MAUEHTOB C XPOHUYECKUMU
3a00JIeBaHUSMU JIETKHX, OpOHXOA’KTa3aMu. BKitouaeT ApeHaxHble YIpaKHEHUS,
IIEPKYCCHOHHBIM ~ MacCa)X TIPYJHOM  KJIETKH, [OCTYpAJIbHBIA  JPEHAX,
HCIIOJIb30BAaHME YCTPOMCTB TIOJIOKUTEIBHOIO JABJICHUS HAa BBIIOXE JUIA
VIy4YlIeHUs JpeHaka OpOHXOB, OYHMIIEHUS OT cekpera. WMHramauum c

6pOHXOHI/ITI/IKaMI/I, MYKOJIMTUKAMH  TIOMOTI'alOT Pa3’KMKCHUIKO MOKPOTbI H
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oOJierYeHnuI0  OTXapkuBaHud.  PerynsapHble  Qu3nyeckue  yHOpakKHEHHUS,
JbIXaTeabHasi THMHACTHKA CIIOCOOCTBYIOT MOAACPKAHUIO (DYHKIINH JIETKUX.
HytputuBHas mnogaepxka HEoOXOoquMa MpU MalnbaOCOpPOIMH, XPOHUYECKHX
KEITyT0YHO-KUIIICUHBIX MH(PEKITUIX, BOCTIATUTEIbHBIX 3a00JIEBaHUAX KUILICYHHKA,
3ajiepkKe (DU3MYECKOTO pa3BUTHA. BKiIIOYaeT BBICOKOKAIIOPUMHYIO TUETY C
JOCTAaTOYHBIM COJIEp)KaHUEM Oe€lKa, BUTAMHUHOB, MHUKpPO3JIEMEHTOB. llumieBbie
n00aBKM, BUTAMUHHO-MHUHEpPAJbHbIE  KOMIUIEKCHl  TPU  HEJOCTATOYHOM
NOCTYIUIEHUH C MUIIEH. DHTEpaJIbHOE MMTAHUE YePEe3 HA30TaCTPAIbHBINA 30H]1 WU
racTpOCTOMY IIpM HEBO3MOXHOCTH aJCKBAaTHOTO IEPOPAIBHOTO ITUTAHUS.
[TapenTepasibHOE TUTAaHUE TMPU THKEIOW MaabaOCOpPOIMM, HEBO3MOXKHOCTH
DHTEPAJIBHOIO MUTAHUS.

JleyeHne KOXKHBIX MPOSBICHUM BKIIOYAET WHTEHCUBHOE YBJIA)KHEHUE KOXKHU
SMOJIEHTaMHM U1 TOJJEpXaHus snuaepMaibHoro Oapeepa. Tomnumdeckue
TJIFOKOKOPTUKOCTEPOUIBI PA3IUYHON CHJIBI JUISL JICYEHUs DK3EMBI, JEPMATHTA.
Tonnueckne MHIHOWUTOPHI KAJBLMHEBPUHA TPU MOPAKEHUU YYBCTBUTEIBHBIX
oOnacTeld. AHTUCENTUKH, TOMMYECKUE U CUCTEMHbIE aHTUMUKPOOHBIE MTpenapaThl
JUTSI JIEUEHUS BTOPUYHBIX HHPEKIHUHA KOKH. 3alUTa OT COJIHEYHOTO U3ITyUECHHSI IPH
(pOTOUYBCTBUTENBHBIX I€PMATO3AX.

Cromaronoruyeckas IOMOILb KPUTHYECKH BaXKHA JIJIs1 NPO(MUIAKTUKY U JICUEHUS
IIEpUOJOHTHUTA, Kapueca. TIiareinbHas THTMEHA ITOJOCTH PTa, HCIOJb30BAHUE
3yOHBIX  IIETOK, HUTH, AHTHUCENTHYECKHX  MOJIOCKaHui.  PerymspHoe
MpO(ECCHOHAIBHOE CTOMATOJIOTMYECKOE JICUEHHE KaXIple 3-6 MecsleB.
CBOeBpeMEHHOE yAalleHUE 3aJep’KaBIIUXCS MOJIOUYHBIX 3yOOB IpPH CHHIPOME
runeplgE. AnTtubGakrtepuanbHas NpodUIAKTHKA IEpel CTOMATOJOTHYECKHUMHU
MIPOLEAYPAMH.

OpTtoneauyeckas MOMOIIb BKJIOYAET NPO(PHUIAKTHKY M JIEYEHUE CKOJIMO03a,
IPYyTUX CKEJIETHBIX nedopmarmii pu CUHApPOME runiep-IgE,
ATAKCUUTEJICAHTMIKTA3un.  JledeHMe  MAarojIorMyecKux  MEPEIOMOB TP
octeoniopose. [IpodunakTuka ocTteonopo3a ¢ oOecredeHueM aJeKBaTHOTO
noTpedseHus Kaablus, BuTaMuHa D, (pu3ndeckoil akTHBHOCTH.
Hespomornueckas peadbuUTanus BAYKHA TUISL MalEeHTOB c
aTakcueureneaHrudkTazuet. dusnorepanus, JseueOHas (GUIKYIbTypa IS
MOJ/IEp>KaHUST MBILIEYHON CHIIbI, KOOPAUHALMH, 3aMEJIEHUS] TPOTrPECCUPOBAHUS
JNBUTaTENIbHBIX HapylleHu. Mcrnonp30BaHne BCIIOMOTATENBHBIX YCTPOMCTB IS
nepeaBwkeHus. Jloromneauyeckas MOMOIIb NPU OU3ApTPUU. DProrepanus s

aJalrranuu K HOBCGI[HCBHOﬁ KHU3HU.
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[Icuxonornueckass MOAJEPKKA MALMEHTOB M CEMEN KpallHE Ba)KHA, YYHUTHIBAs
XpOHUYECKOE TeueHue 3a00JIeBaHUM, HEOOXOAMMOCTh MOKU3HEHHOTO JICUCHHS,
pUCK OCIOXHEHMH. KOHCYIbTHpOBaHHME TICMXOJIOTAa WM ICHUXOTEpaneBTa
MIOMOTAET CHPABUTHCS C JUATHO30M, TPEBOIOM, NEMPECCHUEN, aTanTUPOBAThCA K
OrpaHUYCHUSIM. ['pynIibl NOAJIEPHKKU J1JI MALIUEHTOB U POJIUTEIICH 00eCIeunBaloT
0OMEH OMBITOM, IMOIMOHAIBHYIO NMOAAEPKKY. ColnanbHasi MOMOIb B PEHICHUN
BOIIPOCOB 00pa30BaHMUsl, TPYI0yCTPONCTBA, OJyYSHHS] HHBAIUIHOCTH, JIbIOT.
My abTHAMCUUILIMHAPHOE HAOJII0AeHUE

[TanieHThl ¢ MEPBUYHBIMU UMMYHOJECDUIIMTAMH HYKIAIOTCS B MOXU3HEHHOM
HaOJIIOICHUN MYJIbTUAUCHUIUIMHAPHON KOMAHJbl CHEHHUAINCTOB. PerynspHbie
OCMOTPHl UMMYHOJIOTa Kaxible 3-6 MecsleB WIM Yalle Mpu HEeoOXOAMMOCTU
BKJIIOYAIOT OIICHKY MH(EKIUOHHBIX HNHU30J0B, A(PPEKTUBHOCTU TEparum,
KOPPEKLHIO 703 TNPENnaparoB, MOHUTOPUHI OCJIOXHEHUU. llepuomnueckue
KOHCYJIbTAllUM JIPYIUX CHEUUAIMCTOB IO I[IOKa3aHUAM: IIyJIbMOHOJIOTA IIPU
3a00€BaHUSAX JIETKHX, TacTPO’HTEPOJOra NpH MNOPAKEHUH KEIyA0YHO-
KUIIEYHOIO0 TPAaKTa, HEBPOJIOTa MPHU HEBPOJOTHUYECKUX MPOSIBICHUSAX, OPTOIMEIA
MpPU CKEJIETHBIX aHOMAJIMSAX, CTOMATojora Hjsi NpOMUIAKTUKHA W JICYCHUS
CTOMATOJIOTUYECKUX MPOOJIEM, IEPMATOJIOTa MPHU TSHKEBIX KOKHBIX MTPOSIBIICHUSIX,
OHKOJIOTA JJii CKPUHMHTAa W JICYCHMs 3JI0KAYECTBEHHBIX HOBOOOPA30BaHMUIA,
JIPYTUX CHENUAIMCTOB IO MEPe HEOOXOITUMOCTH.

PerynapHeiii 1a00paTOpHBIi M HMHCTPYMEHTAJIbHBIA MOHUTOPHHI BKJIOYAET
oOIuii aHanMM3 KPOBH, OMOXMMHYECKHE TMOKa3zaTeau (yHKIMUA TEYEHU U MOYEK
Kaxzable 3-6 MecsleB. YPOBHU HMMYHOITIOOYJIMHOB, KOJIMYECTBO JUM(OIMTOB
nepuoanyecku. Octatounblil ypoBeHb [gG nepen BBeieHHEM UMMYHOTJIOOYIMHOB
IIPU 3aMEeCTUTENIbHOM Tepanuu. PenTrenorpadus uim KOMIbIOTEpHast TOMOTpadust
JErKUX €XEroJHO WIM MO TMOKa3aHWsAM JUIsi MOHMTOPHUHIAa XPOHHYECKUX
u3meHeHuil. MccrnenoBanne QyHKIHMM JIETKUX TP 3a00JEBaHUSX JbIXaTEIHHON
cucrembl. [lpyrue wuccimenoBaHMs B 3aBUCHUMOCTHM  OT  KOHKPETHOI'O
MMMYHOA€PUIMTA U KIMHUYECKUX MPOSIBICHUM.

OO6pazoBaHue NAIMEHTOB U CEMEU 0 TpUpo/ie 3a00IeBaHUs, MPUHITUTIAX JICUCHHUS,
Mepax TpOPUIAKTHKA WHQPEKIUH, HEOOXOAUMOCTH COONIOACHUS peKHUMa
Teparuu, MPU3HAKAX OCIIOKHEHUH SBIISIETCS KpUTUYECKHU BaXKHBIM [IJIS1 Y CIIEIIIHOTO
JIOATOCPOYHOro BeAeHus. MH(GOpMHUPOBAHHOCTH MOBBIIAET MPUBEPHKEHHOCTH
JICUEHUI0, TTO3BOJISIET CBOEBPEMEHHO paclo3HaBaTh U PearupoBaTh Ha MPOOJIEMBI,

YIIy4IlIaeT UCXOIbI.
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[IporHo3 mnpu MNEPBUYHBIX HWMMYHOAEPUIUTAX 3HAUYMTENbHO YIy4IIWICS 3a
noclieqHUEe JeciATWIeTus Ojarojapsi paHHEH JUArHOCTUKE, aJeKBaTHOU
3aMECTUTEIbHON Tepanuu MMMYHOTJI00y IMHAMU, s hexTuBHON
IPOTUBOMUKPOOHON MpO(UIAKTUKE, YIYUIIEHUIO Pe3yJIbTaTOB TPAHCIUIAHTALIUN
FEMOMOATUYECKUX CTBOJIOBBIX KJIETOK, BHEAPECHHIO TeHHOW Tepanuu. Ilpu
CBOEBPEMEHHOM HayaJie JICUEHUs U PETYJISIPHOM HAOJFOIEHUH MHOTHE MALIMEHTHI
MOTYT BECTHU IMOJHOLIEHHYIO KU3Hb, NI0JIy4aTh 00pa3zoBaHue, paboTaTh, CO37aBaTh
cembu. [Ipomoipkaromuecs HccaeOBaHUS HOBBIX METOJOB JICUEHMS, BKIIIOYAS
HOBBIE TIOJIXOJIbI K TE€HHOW Tepanuu, pPEeJAaKTUPOBAaHHE T'€HOMAa, TapreTHhIC
npenaparbsl, o0emaloT JalbHEMIllee yIydlIeHUE NPOrHo3a i IALMEHTOB C

MEPBUYHBIMH UMMYHOAE(PULIUTAMHU.

NuddepeHunanbHass TMATHOCTHKA MEPBUYHBIX 0lIMOOK uMMyHuTeTa (ITH]T)
MIPEACTABIISIET COOOM CII0KHBIA MHOTO3TAITHBIHN MPOIIECC, TPEOYIOUN CHCTEMHOTO
MO/IX0/1a U TIIATEIBHOI0 aHAIM3a KIMHUYECKUX U J1a00paTOPHBIX JaHHBIX.

[Ipexxne Bcero HeoOxomumo auddepeHupoBaTh NEPBUYHBIC  ONIMOKH
UMMYHUTETAa OT BTOPUYHBIX. BTOpUuYHBIE UMMYHOJEDUIIMTHI PA3BUBAIOTCA Ha
dbone BUY-undexunn, OHKOreMaTOJOTHUECKUX 3a0oyieBaHUN  (JICHKO3BI,
auM(dOMBI), TIpHeMa HMMYHOCYNPECCUBHOW Tepanuu (TJIFOKOKOPTUKOWIBI,
LHUTOCTAaTUKK), XPOHHMUYECKUX 3a0oneBaHuM (caxapHbli JauabeT, MoYedHas
HEJIOCTAaTOYHOCTh), OCIKOBO-dHEPIeTUUSCKOM HEIOCTaTOYHOCTH, MOTepHU Oeka
npu HeHPOTUUECKOM CHHIPOME WIHM JHTepomnaTusix. KIlo4eBbIMU OTIMYUSIMU
[MN]] sBasitoTcst 1e00T B paHHEM Bo3pacte (0OBIYHO A0 2 JIET), OTSATOLICHHBIH
CEMEWHBIN aHaMHe3 peUUIUBUPYIONMX WHOEKIUNA WIM PaHHUX CMEPTEH,
OTCYTCTBHE OYEBUAHBIX NPUYMH HUMMYHOCYNPECCMM U crHenupuyeckue

I/IH(l)eKL[I/IOHHBIC IMaTTCPHBI.

[Ipn muddepennmanbHO AMATHOCTUKE MEXAy paznudHbiMu dopmamu [TU]]
BaYKHO ONPEAEIUTh TUI NMpeuMyliecTBeHHOro nedexra. JedexkTsl ryMopaibHOTO
UMMYHUTETA, TAKUE KaK araMMarjio0yJIMHeMus U 00111ast BapuadesibHasi UMMYHHast
HEIOCTAaTOYHOCTh (OBHH), XapaKTEPU3YOTCS PEeLUANBUPYOIIUMU
OakTepralbHBIMU MHQPEKIHUSAMU (CUHYCUThI, MTHEBMOHUHU, OTHUTHI), CHUKEHUEM
YPOBHSI UMMYHOTJIOOYJIMHOB TPpU HOPMAJIbHOM KoymuecTBe T-muMQonuTos.
JledekThl KJIETOYHOTO WMMYHUTETa, Hampumep cuHapom Ju Jxopmxw,
TIPOSIBJISIFOTCSI BUPYCHBIMH, TPHOKOBBIMH M OTIIIOPTYHUCTHYCCKUMHU WH(DEKITHSIMH,
CHUKEHUEM KoiudecTBa T-TMMGOIUMTOB MPU HOPMAJIBHBIX WU TOBBIIIEHHBIX

UMMyHoOrjoOynrHax. KoMOMHUpOBAaHHbIE HMMYHOJAE(MUIIUTHI, B YacCTHOCTU
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TsoKeNbld  kKomMOuHUpoBaHHBIM  uMMyHoAedunut (TKWH), wmanudectupyrot
TSDKEJIBIMU WHQEKIUSIMH C TIEPBBIX MECSIEB JKU3HH, 3aJCPKKOU (U3UUECKOTO

Pa3BUTHS U CHIDKCHHEM Kak -, Tak 1 B-mumdoruTos.

JledexTsl daronuro3a, Takue KaK XpPOHHYECKas TpaHyJeMaTo3Has O0Je3Hb,
XapaKTEePU3YyIOTCS  PEUUIUBUPYIONIUMU  OaKTEpPUAIbHBIMU UM T'PpUOKOBBIMU
nHpeKIMsIMH, abcrieccaMu BHYTPEHHUX OPTaHOB W (POPMHUPOBAHUEM TPAHYJIEM.
JedeKTbl CUCTEMbI KOMIUIEMEHTA MPOSIBISIOTCS PEUUIUBUPYIOITIMU
HelccepralbHBIMU MH(EKIUSAMU U ayTOUMMYHHBIMU TPOSIBICHUSMU IO THUITY
CKBnogo6HOTO CHHIpOMA.
[Mpu muddepennmansruoit nuarHoctuke KoHKpeTHBIX GopMm [THN]] HEeobxoanmo
YUUTHIBAaTh crenuduueckue ocoObeHHOCTU. ArammarioOyiauHemusi bpyTtoHa
omimuaercs or OBUH 6Gonee panHum nedrotoM (10 6 MecsIeB), TPaKTUUYECKU
MOJHBIM OTCYTCTBHEM BCEX KJIaCCOB HMMMYHOTJIOOYJIMHOB U OTCYTCTBHEM
Bmumdonuros, torma kak OBUH wmanudectupyer mnozxke (B IETCKOM WA
MOJIPOCTKOBOM  BO3pacTe), Xapakrtepusyercsa cHuwkenuem IgG u IgA npu
coxpaneHuu B-mumdormroB. TKMH ornauvaercs ot cuHapoma OmeHHa
OTCYTCTBUEM 3PUTPOJCPMUH, T€NATOCIUICHOMETATIUN U H03UHODUIIHH,
XapaKTEPHBIX JUISL TIOCIIETHETO.
Hacropaxusarommumu npusHakamu [IW]] y nererr paHHero Bo3pacra sIBISIOTCS
JIBa WJIK OoJiee TSKEIbIX CHHYCUTA B TEUEHHUE T0/1a, JIBE WK 00Jiee THEeBMOHUH 3a
roJl, HeOOXOIMMOCTh AaHTHOUOTUKOTEPANMH B TEUCHUE JABYX U 00JIee MECSIIEB C
MUHUMAJIBHBIM 3G (HEKTOM, MEePCUCTUPYIONIAasi MOJOYHHUIIA TOCJE ToAa >KU3HH,
HEOOXOJIMMOCTh BHYTPUBEHHOI'O BBEJICHHUS AHTUOUOTHUKOB, PEIUAUBUPYIOIINE
riry0okue abCIecChl M OTATOIICHHBIN ceMeHbIi anamHue3 mo [T /1.
JlnarHocTHYeCKuil aIrOpuTM BKIIIOYACT HECKOJIBKO YpOBHEH obOciienoBanus. Ha
MIEPBOM YPOBHE MPOBOJIUTCSA CKPUHUHT C BBIMOJHEHUEM OOIIIETO aHaIu3a KPOBU C
MOJICUETOM JIEUKOPOPMYIIbI, ONPEACICHUEM YPOBHEH MMMYHOTJIOOYJTHHOB BCEX
KJIAaCCOB M OLCHKOM pEaKIMyM Ha BAKIWHALMIO IO TUTpaMm aHTUTeNl. Bropou
YpOBEHbB IpeAroiaraeT UMMYHO(DEHOTUITUPOBAHKE JTUM(DOILIUTOB C OTPEICTICHUEM
OCHOBHBIX TIOMYJISINHN, (DYHKIIMOHATBHBIE TECTHI JIsl OIICHKU MTPOJU(EePaTUBHOTO
orBeta JuM@pouutoB, NBT-recT wuiIM OIEHKY OKHUCIUTEIBHOIO B3pbIBa
HEUTPO(DUIIOB, HCCIIEIOBAaHUE KOMIIOHEHTOB CHCTEMBI KOMILIEMEHTA. TpeTuit
YPOBEHB BKJIIOYAET MOJICKYJIIPHO-TEHETUUECKOE HCCIICIOBAaHUE U crielndraeckue
(hyHKITMOHATIBHBIE TECTHI JIS MOATBEPKAeHUsI KOHKpeTHOU popmbl [T/,
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[IpaBunbHast U cBoeBpeMeHHas IudQepeHIraibHas TUarHOCTUKA MEPBUYHBIX
OIUOOK UMMYHUTETA UMEET KPUTHUECKOE 3HAUCHHE JIJIsl HA3HAYEHUs aJIeKBaTHOU

MMaTOTCHETUYECKOM TCpali U CYINCCTBCHHOI'O YJIIYUIICHUA IIPOTrHO3a IMAIMCHTOB.

OCHOBHBIE IUATHOCTHYECKHE TA0JIULbI
Tabumua A. Bo3pacTHble HOpMBbI YPOBHEH HMMYHOIJIO0Y/JIUHOB B

CHIBOPOTKE KPOBH

Tadauua 9. BozpacTHble HOPpMBI MMMYHOIJIOOYJIHHOB Y JeTeil

Bospacr IgG (r/n) IgA (r/n) IgM (r/n)
HoBopoxaenusie 6-14 0-0,2 0,05-0,15
1-3 mecsma 2-9 0-0,6 0,1-0,5
4-6 Mmecs1eB 2-10 0,1-0.9 0,2-1,0
7-12 Mecs1eB 3-11 0,2-1,0 0,4-1,6
1-2 roma 4-12 0,3-1,2 0,5-2,0
3-5 ner 5-13 0,5-2,0 0,5-2,0
6-9 ner 6-14 0,7-3,0 0,6-2,5
10-12 ner 7-15 0,9-3,5 0,7-2,8
B3pocibie 7-16 0,7-4,0 0,4-2,3

Taoauuna B. BospacTHbie HOpMBI CyOnonyJiauuii JuM@ouuToB (KJIETOK/MKJI)
Ta6aununa 10. BospacTHble HOpMBbI cyOnonyasiuuii JuM¢onuToB

Bo3pacrt Jiumpouutsr | CD3+ CD4+ CD8+ CD19+
(Txkuerkn) (BrJ1eTKH)

0-2 mecsua 2500-5500 1800-4000 1400-3700 500-1700 300-2000
3-5 mecsaue | 2500-5500 1800-4000 1300-3500 500-1700 300-2000
6-11 mecsues | 2500-5500 1600-3600 1200-3000 500-1400 300-1800
12-23 mecsma | 2100-6200 1400-4300 1000-3100 500-1400 300-1400
2-5 ner 1400-6200 1000-4000 700-2600 300-1300 200-1200
6-11 ner 1200-5200 800-3500 600-2200 300-1200 200-1000
12-17 ner 1000-4800 700-3100 500-1800 300-1100 100-900

B3spocnbie 1000-4800 700-2100 300-1400 200-900 100-800

83




Taoauna C. Inddepenunanbuas nuarsoctuka AL mo tuny nHpekumia
Ta6anna 11. CnekTp nHGEKINOHHBIX 0CJI0KHEHUI NPH Pa3JIMYHBIX THIIAX

HMMYHO1e()MIMTOB
Tun nedexra TunuyHbie TunuyHbie Bo3pacrt ne6rora
BO30Yy/HUTEH uHpexuun
HedekTs bakrepuanbhsie: CUHYCUTBI, OTHUTBHI, [Tocne 6 mec
aHTUTEN000pa30BaHUA ITHEBMOKOKK, [THEBMOHMUH,
reMo(uIbHas MEHUHTHUTBI, CETICHUC
ajouka,
MEHHUHI'OKOKK
Hedexrsr T- Bupycs! (HMB, [THeBMonMCTHAS C poxaeHust/mepBbie
kieTok/komOunuposannsie | BIII, anenosupyc), ITHEBMOHHUS, MECSIIIBI
rpu6sI (Candida, kauaun03, bIDK-ur,
Pneumocystis), XpOHUYECKAs JHapest
MUKOOAKTEepHU
HedexTrl haronnrosa bakrepuun AGc1ecchl KOXU U C poxneHus
(cTaduIOKOKK, OpraHoB,
rpaMHEraTuBHbIE), OCTCOMHUCIIUTHI,
rpulsl (Aspergillus) | TUMpaneHUTHI
JleeKThI KOMITJIEMEHTA MEHHHTOKOKK, Menunrutsl, cericuc | JIro0oit Bozpact
TOHOKOKK,
ITHEBMOKOKK

CpaBHureabHasi Tabauna npenapatos BBUIL:

Tabanna 12. XapakTepucTuka npenapaToB BHyTPHBEHHbIX HMMYHOIJIOOYJIMHOB

IIpenapar KonnenTpanus | IgA Cradunnusarop | Xpanenue JocTynHocTb
(MKr/mu) B P®
Oxraram 5% n 10% <200 ManbTo3a 2-8°C ++
Wutparnobus | 5% <2,5 I'munyn 2-8°C ++
[IpuBumxeH 10% <25 [Iponun Ho 25°C +++
I"abpurnobun | 5% <250 I'munue 2-8°C +

IIpopuiaakTuka ¥ JUCHAHCEPHOE HAOJIOJeHHE MALMEHTOB C IMEPBUYHBIMU

UMMYHOJAC(PUITUTAMU  TIPEACTABISIOT  COOOM  KOMILJIEKC  MEpPOIPHITHH,

HaIpaBJCHHBIX Ha MpeaynpexiacHue HHPEKIMOHHBIX OCJIOXHEHUH, paHHee
BBISIBICHHE M KOPPEKIMIO BO3HUKAIONIMX HAPYIICHHWM, a Takxke oOecredyeHue
MAaKCUMaJIbHO BO3MOKHOTO KaueCTBa KU3HHU ITallUEHTOB.

[Ipodunaktuueckue MeEpoOnpusITHs TpPU MEPBUYHBIX HUMMYyHOJe(hUIIUTAX
BKJIIOYAIOT HECKOJIbKO Ba)KHEWIMX HampaBiieHud. [lepBuuHas mnpoduiakTuka
HaIIpaBJICHa HA MEIUKO-TEHETUYECKOE KOHCYJIBTUPOBAHUE CEMEN C OTATOIIECHHBIM
TE€HETUYECKUX

AHAaMHE30M, IIPCHATAJIBbHYIO JHAIrHOCTHUKY IIPpU H3BCCTHBIX
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neeKkTax W HEOHATalbHbIM CKPUHMHI Ha TSKEJNbII KOMOWHUPOBAaHHBIN
UMMYHOAECQUIMT B psife cTpaH. BTopuuHas npouiakTHKa BKIIOYAET PAaHHIOKO
nuarHoctuky IIW/] 1o pa3BuTus TSKEIbIX OCIOKHEHUM, CBOEBPEMEHHOE HAYajo
3aMECTUTENBHON Tepanuy UMMYHOITIOOYyJIMHaMU NpU Je(eKTax T'yMOpalbHOIO
MMMYHUTETa W MPOBEJACHUE TPAHCIUIAHTALMK TE€MOIIOATHYECKUX CTBOJIOBBIX
kJeTok npu Tsoxenbix popmax [N, Tpernunas npoduaakTuka HampaBieHa Ha
IpeJoTBpalieHe UH(EKIIMOHHBIX OCJIOKHEHUN U MPOTPECCUPOBAHUS OPraHHBIX
MOPAKEHUN y YK€ AUArHOCTUPOBAHHBIX MAIIUEHTOB.

AHTUMUKpOOHAs! MPOQPHUIAKTUKA SBISETCS BAXHEHIINM KOMIIOHEHTOM BEICHUS
naientoB ¢ [IMJI. AnTtuOakrepuanbHas mOpoUIaKTUKAa I[IOKa3aHa IIpU
PEUUANBUPYIOMIMX OaKkTepuaibHbIX MH(MEKIUAX, OCOOCHHO PECHUPATOPHBIX, U
OPOBOJUTCA C  MCIOJB30BAaHUEM  KO-TPUMOKCA30Ja WM  a3UTPOMHULIMHA
JUINTENbHBIMU ~ KypcaMu. IIpoTuBorpuOkoBas mnpoduiakTuka Ha3HA4yaeTcs
nauMeHTaMm ¢ gegexkramu  T-KI€TOYHOro HMMMYHHTETa U (Daromurosa,
OPUMEHSIOTCS (PITyKOHA30J, UTPAKOHA30Jl WJIM [103aKOHA30JI B 3aBUCHUMOCTH OT
pUCKAa HMHBA3MBHBIX MHUKO30B. I[IpoTuBOBHpYyCcHass npodHIaKTHKA BKIOYAET
AUUKIIOBUD WM BaJAUMKIOBUD JJIs1 TPO(PHUIAKTUKY TeprIETUYECKUX UHPEKIUN y
HalMeHToB ¢ JgedeKkraMu  KJIeTOYHOro  ummyHurera. [Ipodunakruka
MMHEBMOLIUCTHOM TTHEBMOHUU KO-TPUMOKCA30JIOM 00s3aTenbHa JUIsl  BCEX
HaIMEeHTOB C TSDKEIbIMU AepekTaMu T-KJIeTOUHOr0 UMMYHHUTETA.
Baxkiunonpodunakruka npu [IU]] TpedyeT HHAMBUAYATBEHOTO MOIX0/IA C yY€TOM
tuna uMMmyHoaepuuuta. JKusbie Bakuunbl (BLDK, monmomuenutHas opanbHas,
KOpeBasi, NMapoTUTHAs, KPACHYIIHAas, POTaBUPYCHas, BETPSIHOYHAsl) aOCOJIOTHO
OPOTUBOINOKA3aHbl MPU TAKEIbIX KOMOWHUPOBAHHBIX HMMMYHOJAEC(PUIINTAX,
nedekrax T-kneTouHoro UMMYHHUTETA U araMmaryio0yJIMHEMUH.
WNHakTuBUpOBaHHbIE BaKUMHBI (MPOTUB AU(PTEpUM, CTONOHSAKA, KOKJIIOIIA,
MOJIMOMUENTUTAa UHAKTUBUPOBAHHASI, TeMOMUIBbHON MHPEKINH, THEBMOKOKKOBOM
UH(pEKIMM, MEHMHIOKOKKOBOM WH(peKkuuu, renatuta B, Bupyca NHanumuioMsl
YeJIOBEKa, TPUIINA) MOTYT IPUMEHSIThCS pu OonbimnHcTBe hopm [T ], omrako nux
3 PeKTUBHOCTL MOXET ObIThb CcHUkeHa. (Ocoboe BHUMaHUE YIESeTCS
BaKkIIMHALIMM  YJIEHOB CeMbH U  OJNU3KOIO  OKpPYKEHHMsS  MalMeHTa
WHAKTUBUPOBAHHBIMUA  BaKIMHAMM  JJI1  CO3/aHMsSl  3alllUTHOTO  KOJIbLIA
UMMYyHU3alMK. BakuuHauuss NpOTUB IMHEBMOKOKKOBOW W MEHHUHTOKOKKOBOW
nH(pEKIUit 0COOCHHO BayKHA JIJIS IMAITUSHTOB C Je(EKTaMH CHCTEMbI KOMILJIEMEHTA
Y aCIUICHUEH.

3amecTUTeNbHAsT TepanusT UMMYHOTJIOOYJIMHAMU SIBISIETCS OCHOBOW JICUEHUS

Ie(pEeKTOB TyMOPaJbHOTO HMMYHHUTETa. BHYTpuUBEHHBIE HMMYHOTJIOOYJIHUHBI
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BBOAATCS B 03¢ 400-600 Mr Ha KuJIOrpaMM Macchl Tella Kaxable 3-4 Helenu C
uenplo noanep:kanuss ypoBHs IgG Beimie 5-6 rpamMmMoB Ha auTp. [lonkoxkHbie
MMMYHOTJIOOYJIMHBI MOTYT BBOJUTHCS €xeHenenapHo B go3e 100-150 mr nHa
KWJIoTpaMM, 4YTO obOecrnieunBaeT Oosee crabuibHble ypoBHU IgG u Moxer
MPOBOJIUTHCA B JOMAIIHUX YyciaoBusAX. KoHTpons 3(dexkTuBHOCTH Tepanuu
OCYILIECTBJISIETCA MyTEM OIpeneNeHus ocrtatouHoro ypoBHa IgG  mepen
OouepeHbIM BBEIACHUEM, YACTOTHI M TSHKECTH MHQEKIHM, a TakkKe COCTOSHUSA
JIETKUX M0 JAHHBIM KOMIIBIOTEPHOM TOMOTpadum.

JucnancepHoe HaOmoaeHue manmueHToB ¢ [N ]l momkHO OBITh MOXU3HEHHBIM U
OCYILIECTBIISITHCSA MYJIbTUAUCUUATUIMHAPHON KOMaHAO0M CIIELIUAJINCTOB.
BpaunmmyHosior sBIsIeTCST  KOOPAMHATOPOM HAOJIONCHUS U OCMAaTpPUBACT
MalyeHTa Kaxable 3-6 MecslleB MpU CTAaOMJIBHOM COCTOSIHUM W 4Yalle Mpu
oboctpenusix. I[lynbmMoHOnOr HaOMIOMAaeT TAIMEHTOB C OpPOHXOJIETOYHBIMU
OCJIO)KHEHUSIMU Kaxable 6-12 wmecsueB. l'acTposHTeposior HEOOXOOuM Mpu
HaJUYUM  XPOHUYECKOM Jhapeu, MalbaOCcopOIMyi WM BOCHAIUTEIbHBIX
3a00JIeBaHUH KHUIIICUHHKA.

OTOpPUHOJIADUHTOJIOT  OCMATPUBAECT  MAIMEHTOB €  PEHUAUBUPYIOMINMU
CHHYCUTaMH M OTUTaMu Kaxaele 6-12 wmecsueB. CTomMaToiaor mnpoBOAUT
peryJsipHble OCMOTpPBI Il MPOGUIAKTAKH W JIEYECHUS CTOMATOJIOTMYECKUX
npobsieM. ['€HETHK KOHCYJIbTUPYET CEMBIO [0 BOMPOCAM HACIEIOBAHUS WU
TJIAHUPOBAHMS TIOCTEAYIOIINX OEPEMEHHOCTEH.

JlabopaTopHbIil MOHUTOPUHT BKJIFOUAET OO aHATU3 KPOBU C JICUKOIIUTAPHON
dbopmynol kaxaelie 3-6 MecsleB, OMOXUMHYECKUM aHAIu3 KPOBU C OILICHKOU
GyHKIIMM TIEYEHH U TOYEK Kaxable 6 MecsleB, OINpeeTeHHe YpPOBHS
MMMYHOTJIOOYJIMHOB T€peJ] KaXJbIM BBEJICHHEM 3aMECTUTEIbHOW Teparnuu,
MOHUTOPUHT CHEHU(PUYECKUX aHTUTENI K BaKI[MHAJIbHBIM aHTUT€HAM MpU
MPOBEICHUM BaKIMHAIIUMA, 4 TaKXe HMMYHO(DEHOTHUIIMPOBAHUE JUMQOIIMTOB
KaXaple 6-12 MecsIeB 110 NOKa3aHUSIM.

NHcTpyMeHTallbHOE OOCEI0BAaHUE MPEAIoaracT CIUPOMETPUIO Kaxable 6-12
MECAIICB ISl OIEHKU (YHKIIUU JIETKUX, KOMIIBIOTEPHYIO TOMOTpaduio rpyaIHOM
KJIETKH €XKETO/IHO ISl PAHHETO BBISIBJICHHUS OPOHXOIKTA30B M MHTEPCTUIIMATIBHBIX
W3MEHEHHM, YJIbTPa3ByKOBOE HCCIICIOBAHUE OpPraHOB OpIOIIHOM MOJOCTH
€XKEerogHo, OCOOCHHO TP TeNaTOCIUICHOMETaluU, JCHCUTOMETPUIO TIpU
JUTUTEIIBHOM ~ Tepanuu  TIIOKOKOPTUKOUIAMHU, a TaKXke DSHJIOCKOIMUYECKHE
HCCJIEIOBAHHUS KETYJOYHOKHUIIIEUHOTO TPAKTA IO MTOKA3aAHUSIM.

Ocoboe BHHMaHWE TP JUCHAHCEPHU3ANUU  YICISIETCS  OHKOJIOTHYECKOM
HACTOPOKEHHOCTH, TMOCKOJbKY manueHTbl ¢ [IM]] MMErT MNOBBILIEHHBIM PUCK
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pa3BuTHs JuMorponudepaTuBHbIX 3a007€BaHUNA M JPYTUX 3JI0Ka4€CTBEHHbIX
HOBOOOpa3oBaHuii. HeoOxoauMm  perymisipHblii  OCMOTp ¢  Majblainuen
TuM(AaTUIECKNX y3JI0B, TMEUYCHH U CEJE3CHKH, MPOBEICHUE YIBTPA3BYKOBOTO
UCCJIeIOBAHUS TIPU YBEJIMUYEHUU JTUM(DOY3JI0B WIH OPTAHOB, a TAKKE OHKOMAPKEPHI

110 ITOKa3aHUsAM.

[IcuxocoumanpHas MOAJAEpPA KA IMALMEHTOB M HMX CEMEW  BKIIOYAET
KOHCYJIbTUPOBAHHUE IICHUXOJIOTa MPU HEOOXOAUMOCTH, COJECHCTBUE B IMOIYYEHUU
MHBAJIUIHOCTH U COLMAIBHBIX JIbIOT, HHGOPMUPOBAHHUE O TPYMIAX MOAIEPIKKU
narueHToB ¢ [T/, o0y4yeHne naiueHToB U pouTeNieil OCHOBaM CaMOKOHTPOJIS U
pacrno3HaBaHMsI paHHUX IPU3HAKOB OCJIOKHEHUIA.

OO0pa3 xu3HU U obmme pekomeHaauuu s nanueHTos ¢ [IM/] npeanonarator
n30eraHue KOHTAaKTOB C HMH(EKIMOHHBIMU OOJBHBIMH, OCOOEHHO B IE€pPUOJ]
CE30HHBIX AMHUAEMHUN, COOJIIOJIEHUE MpPaBWJI JIMYHOW TUTHEHBI C PETYyJISPHBIM
MBITBEM PYK, TEPMHUECKYIO0 00pabOTKy BCEX MPOAYKTOB NMUTAHUS U H30€raHue
CBIpOl BOJABI, PETYJSIPHYIO (PU3UYECKYIO AaKTUBHOCTh B COOTBETCTBHH C
BO3MOKHOCTSIMH IALIMEHTA, OTKa3 OT KypeHUsl U N30eraHne NacCUBHOIO KypeHHs,
a TaKXe CBOEBPEMEHHOE OOpalleHHe 3a MEAUIMHCKON MOMOIIBIO MPHU JHOOBIX
npU3HaKaxX WHQEKIHH.

Kpurepuu 3pPpeKkTHBHOCTH NHUCIIAHCEPHOTO HAOIONEHUS BKIIOUAIOT CHUKEHUE
YacTOTbl M TSKECTH HMHQPEKIMOHHBIX SIMU30J0B, MPEAOTBPALEHUE PpPa3BUTHUSA
XPOHUYECKUX OCJIOKHEHUI M OPraHHBIX MOPaXEHUH, NOAIEpP)KAHUE a€KBATHOIO
(¢u3nyecKoro pa3BUTHS y AETEH, ylIydllleHWE KauecTBa >KU3HU MAI[MEHTOB M MX
CeMel, a TakXke CHWKEHUE MOTPEOHOCTH B FOCHUTAIM3ALUSAX M BHYTPUBEHHOMU

AHTUOMOTUKOTEPAIIUH.

[TpaBriIbHO OpraHM30BaHHOE JAMCIIAHCEPHOE HAONIOJICHHE M CBOEBPEMEHHas
MPOQUIAKTUKA OCJIOXKHEHUN MO3BOJSAIOT 3HAYUTENIBHO YIYYIIWTH MPOTHO3 U
Ka4yeCTBO KM3HH MAUEHTOB C IEPBUYHBIMU UMMYHOAe(UIIUTaMH, 00€CIEUUTh UX
COLMAJIbHYIO aJaNTalyi0 M MaKCUMAaJIbHO BO3MOXXHYI IPOJOJIKUTEIBHOCTD
KU3HU.

Kiannuyeckue cinyyau
Cunapom bpyrona. [Taruent - manpuuk 1 ron 8 mecsiies.
Kanodbl: Poautenu oOpaTwinchk ¢ xajgobamMu Ha 4yacTble HWHGEKIUU
JbIXaTEJbHBIX MyTEW Kalllelb, HACMOPK, MOBBIIIEHUE Temmneparypsl 10 3839 °C,
MMOBTOPHBIE OTUTHI U IMMHEBMOHHUH. 3a TMOCJIEIHUN TOJ PEOEHOK MepeHEC YeThIpe
AMHK30/1a OTUTA, TPU MHEBMOHHMHM, a TakKXKE€ HECKOJIbKO »JIHM30/I0B CHHYCHUTA.
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Nupexuun neunnucy aHTUOMOTUKAMH, OJAHAKO COCTOSTHUE YJIy4IIanioCh TOJIBKO
BPEMEHHO.

AnamHe3 3a0osieBaHus: [lepBbie npu3HaKu OOJIE3HH CTAJIM 3aMETHBI MOcie 6
MECSILIEB KU3HU, KOrja peOEHOK MOTepssl 3allUTy OT MAaTEPUHCKUX aHTUTEN. B
TE€YEHUE MEPBOT0 rojia KU3HU PEOEHOK ObLII OTHOCUTEIBHO 3J0pOB, HO IOCIE
OKOHYAHMSI MTACCUBHOTO MMMYHHUTETA CTAJIM MPOSIBIISATHCS YacThle OaKTepuaibHbIC
UH(EKIINU.

AHaMHe3 KU3HH: bepeMeHHOCTh mpoTekaiga ©0e3 O0COOCHHOCTEH, pOJbI
cBoeBpeMeHHble. Pa3Butne peOEHKa COOTBETCTBYET BO3pacTty. B cemeiiHoM
aHaMHe3€ M0 MAaTePUHCKOW JIMHUM Yy NS4 OTMEYAJIMCh YacThle MH(EKIHUU B
JETCTBE.

Oo6bexTuBHO: Temneparypa 38 °C, 611€HOCTh KOKU,MUH]IAJTUHBI HE YBEIUYCHBI,
Jlumbatruyeckue y3ibl cla00 BBIPAXKEHBI,B JIETKUX - BIAXHBIC XPHIIbI,00IIEe
COCTOSTHUE PEOEHKA YMEPEHHO TSKEN0E, MUTAHUE MOJTHOIIEHHOE

JlabopaTopHble 1aHHbIE:

OOmmii aHamM3 KPOBHU: YMEPEHHBIN JIEHKOLUTO3

NMMyHOTOTMYECKOE UCCIIEIOBAHUE:

IgG — pe3Kko CHUKEHBI

IgA — oTcyTcTBYIOT

[gM — oueHp HU3KUN YPOBEHB

B-nmumponuter (CD19+) — moyTH OTCYTCTBYIOT

I'eneTnueckoe uccienoBanue: BoisiBieHa mytarus resa BTK

JAnaruno3s:

X-cuenieHHas araMmariiooyaunemus (6osie3ub bpyTona).

Jleuenue:

Perynspuas 3amecTuTenbHas Tepamusi BHYTPUBEHHBIM HMMYHOTJIOOYJIMHOM
(IVIG) — nmpenoTtBpaniaet Tsokenble OakTepraibHble HHPEKIIUH.

AHTHOMOTHKY IPU PA3BUTUU OCTPBIX MH(DEKIUH.

[IpodunakTuyeckre mMepnl: U30eraTb KOHTAKTOB C MH(PEKIIMOHHBIMU OOJBLHBIMU,
CBOEBPEMEHHO JICYUTh UH(EKIINH.

Baknunauus: u30beratb  JKMBBIX  BAakKLUWH,  HCIOJB30BaTh  TOJIBKO
VHAKTUBUPOBAHHBIC BaKI[UHBI.
IIporuos:

[Ipu perynspHOM BBEIEHUH UMMYHOTJIOOY/IMHA 1eTU ¢ 00JIe3HbI0 bpyTOHa MOTyT
BECTH MOYTH HOPMAJBHBIN 00pa3 *KU3HHU, UMETh HOPMAJIbHBIA POCT U Pa3BUTHE.
OnHako OHM TPEOYIOT MOCTOSHHOTO HAOJIOJCHUS MMMYHOJIOra W meauaTrpa, a
TaK)K€ CBOEBPEMEHHOTO Jie4eHHs HWH(EKIni, 4ToObl M30€KaTh OCIOKHEHHM
(THEBMOHUS, XPOHUYECKUN OpOHXUT, MH(PEKIIUU yXa).

Cunapom Jlyn—bap (aTakcusi-TeJileaHTMIKTA3HS)
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ITanmeHT: ManbuuK, S5 JIET.

Kanobbl: Ponutenu oOpatuiuch c kajlobaMu Ha HapylIeHHE KOOpPJIWHAIUU
JBIKEHUM, IIATKOCTh MOXOAKH, YacThle MaJIeHUs, APOKaHUE PYK (Tpemop), a
TaK)Ke Ha YacThle peCIUpaTOPHbIE HH(PEKIIMHU OPOHXUTHI, CHHYCUTHI U THEBMOHUHU.
Kpome Toro, poaurenn OTMETUIN MOSIBIEHUE KPACHBIX TOYEYHBIX COCYIUCTBIX
W3MEHEHU Ha ria3ax.

AHamHe3 3a0oneBanus: IlepBbie nposiBiieHHs 3a00JIEBaHMS CTalIM 3aMETHBI B
Bo3pacte 1,5-2 net, korga peOEHOK Havaa HEYCTOMYMBO XOAUTh U 9acTO IMaaTh.
[TocTreneHHO MOsIBUIIACH IIATKAs TOXOKA, YXYAIIMIACH KoopAuHauus pyk. C 3 et
pPOIUTENU OTMETWIIA TIOSABJICHHE TEJICAHTMAIKTa3Hii Ha KOHBIOHKTHBE TJias3,
KOTOPBIE TIOCTETIEHHO yCUIINBAIIUCH.

PeGéHok yacTo Oosien pecnvpaTOpHBIMA MH(MEKUUSMHU: 3a TOCIEAHUE 2 roja
HNepeHEC HECKOIbKO AMU30/10B OPOHXUTA U OJUH pa3 MHEBMOHMIO. AHTUOUOTHKHU
o0OecrieunBalii BpEMEHHOE YIYUIIEHUE COCTOSTHUSI.

AHaMHe3 JKM3HU: bepeMeHHOCTh U po/ibl MpoTeKanu 0e3 oclokHeHu. PazButue
peOEHKa MO MOTOPUKE W PEYM COOTBETCTBYET BO3PACTY /10 Hayaua NpOSBICHUNA
atakcuu. CeMeiHbI aHaMHE3 OTPHULATEIbHBIA MOJOOHBIX CIIy4acB B CEMbE HE
ObLI0.

O0bexkTuBHO: Hapymienue xoopAMHaUMU ABMXKEHUN (aTakcus): HEyCTOMUYMBas
MOXO/JIKa, IATKOCTh PU X0b0€, TPYJHOCTH NpHU Oere v noabEME 10 JIECTHULIE
Tpemop pyk Mpu LeIeHANPaBICHHBIX JBUKECHUSIX

TeneaHrnskrasuu: MEJIKUE PACIIMPEHHBIE COCYbl HA KOHBIOHKTUBE IJ1a3, JTULE U
YIIHBIX PAKOBHUHAX

CHM>KEHHBIN MBIIIECYHBIA TOHYC

Hucrarm (Henpou3BOJIbHbIE IBU>KEHHUS TJ1a3)

JIumdaTrueckue y3ibl ¥ neYeHb 0e3 MaToJIOTHYECKUX N3MEHEHUI
JlaboparTopHbie naHHble: lIMmyHonornueckue mnokazarenu: [gA CHUXKEHBI,
nHorna cumxel IgG u IgE, konnuectBo T-1MMPOIMTOB MOKET OBITH CHUKEHO
broxumMuyeckue rnokasaTenu: MoBbIIieHNE YpoBHS anbda-deronporenna (ADII)
['eneTnyeckoe ucclienoBaHue: BoIsiBIIeHA MyTalusa reHa ATM, noaTBepkaaromas
JMarHo3

Jmuarno3: Cunnpom Jlyn—bap (arakcusi-teieaHru3KTas3us).
Jleuenne:Crieniupuueckoro  jedeHuss  3abosneBanuss  HeT.  [IpoBoautcs
MO//IEP>KUBAIOILAs TEPANUL:

NMmmyHosiorHYeckasi MOJJepP:KKAa:  BBEJCHHE HMMYHOIJIOOYJIMHOB — MpU
BBIPAKEHHOM UMMYHOA€(PUIIUTE

AHTHOMOTHKY TIPU HHPEKIMSIX JbIXaTEIbHBIX MyTeH

Ousuorepanusi, JIOK wu coenuanbHble YOpaXKHEHHUS IS HOAJACPKAHUA
KOOPJIMHALIMH U MBIIIEYHOI'O TOHYCa

[TocTosiHHOE HAOMIOIEHNE Y HEBPOJIOTa, MMMYHOJIOTa U o(Tajgbmosora
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[IpodunakTuka TpaBM M3-3a MIATKOUN MOXOIKH

N36erath upe3mepHO (PU3MUYECKONW HArpy3kd U KOHTAKTa ¢ WH(MEKIIMOHHBIMU
OOJLHBIMU

IIporno3: 3a6oneBanue mnporpeccupytomiee. [lanMeHTbl MOCTENEHHO TEPSIOT
CIIOCOOHOCTH K CAMOCTOSITEIBHON XOAh0€ W MOTYT HYXIAaThCsl B TIOJIJICPIKKE TPH
MOBCEAHEBHBIX ACUCTBUAX. WMMMyHOAeUUUT TOBBIMIAET PUCK THKEIBIX
OakTepuandbHBIX HHMEKIMH, MO3TOMY BaXHO pETYyJsipHOE HaOII0JeHHEe U
CBOEBpeMEHHas Tepanus. Kpome TOro, ormMedaercss TMOBBIIMIEHHBIA PHUCK
OHKOJIOTHYECKHUX 3a00J1eBaHN 0COOEHHO TMM(OM U JICHKO30B.

OcoOennoctu 3aGoseBanusi: [lporpeccupyromas MO3KEUKOBas aTakcus C
paHHero JeTcTBa. TeleaHrnsKTa3uu Ha KOHbIOHKTHUBE TJ1a3 U KOXKE
NmmyHOepUIUT, TOBBIIIIEHHAS BOCHIPUUMYUBOCTD K MH(EKIIHSIM

[ToBblllIeHHBIN YPOBEHB alb(da-pheronpoTernHa

MyTtaius rena ATM
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CJIOBAPb TEPMUHOB Y COKPAIIIEHUI
AP — AyTOCOMHO-pELECCUBHBIN
BII’K — bammuia Kanemerra-I'epena (mpoTuBOoTYOEpKyIe3HAS BAKIMHA)
BBUI' — BHyTpHBEHHBIE UMMYHOTIJIOOYJIMHBI
BUY — Bupyc ummyHoaehunTa YeI0BeKa
BIII' — Bupyc nipocroro repneca
B3B — Bupyc BeTpsHOI OCIIbI
OBHH — O6mas BapnabenbHasi IMMYHHasi HEIOCTATOYHOCTh
OP3 — Ocrtpsle peciupaTopHbIe 3a00JI€BaHUS
OPBH — OcTtpble pecnupaTopHO-BUPYCHbIE HHPEKINU
MU — IlepBuuHbIe OMIMOKA UIMMYHHUTETA
PTIIX — Peakuus TpaHCIUIaHTAT HPOTUB XO35IMHA
TKHUH — Tsoxensiii KOMOMHUPOBAHHBIM UMMYHOACHUITUT
TI'CK — TpancnaHTanuys reMaTorno3TUYEeCKUX CTBOJIOBBIX KIIETOK
XT'b — XpoHuueckas rpaHyjieMaTo3Hasi 00JI€3Hb
IIMB — IluTtomeranoBupyc
ADA — AneHOo3uHAE3aMUHA3a
ALPS — AytouMMmyHHBIN JTUMbOTponrdepaTUBHBIN CUHIPOM
BTK — Bruton tyrosine kinase (Tupo3unkunasa bpytona)

ESID — FEuropean Society for Immunodeficiencies (EBpomeiickoe
00111eCTBO UMMYHOAE(HUIIUTOR)

HLA — Human Leukocyte Antigen (uenoBedeckui JIEHKOLUTAPHBIN
AHTUTECH)

IPEX — Immune dysregulation, polyendocrinopathy, enteropathy, X-linked
IUIS — International Union of Immunological Societies
LAD — Leukocyte Adhesion Deficiency (nedunur aare3uu JEHKOIUTOB)

NK — Natural Killer (HaTypanbHble KUILIEPHI)
SCID — Severe Combined Immunodeficiency
TCR — T-cell receptor (T-kieTo4HsIi perienTop)
TREC — T-cell receptor excision circles

WAS — Wiskott-Aldrich syndrome (cunapom Buckorra-Onaprya)
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