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IMPEJAUCJIOBUE

Bpoxnaennble nedekTbl MMMYHHUTETA (IIEPBUYHbIE UMMYyHOASHH-
uutHble coctosiHus) (BJAW) — penkwue, HO Tsoxenbie 3a00ieBaHus,
TpeOyronue Kak MOXKHO Oojiee paHHEH NUarHOCTHKU M cueuugu-
yeckoil Tepanuu. Yacrora BcTpeuaemoctu B ot 1:10 000 no
1:5 000 000 uenoBek B 3aBUCHMOCTH OT (GopMbL. B Hacrosmiee Bpe-
Ms onucano 6omee 550 BumoB BJIM u Oonee 500 reHoB, MOJIOMKHU
KOTOPBIX BEAYT K HapyLIEHUSIM UMMYyHHUTeTa. bosnbmuHcTBO hopm
BPOXACHHBIX Ae()EKTOB MMMYHHMTETa CTapTyIOT B JETCKOM BO3-
pacte. CnexTp kiamHUYeckuX mposiBieHuin B/IW pasnooOpaseH: oT
HHOGEKIUH Pa3IudyHON 3THOJOIMH 0 ayTOMMMYHHBIX, ayTOBOCHA-
JIUTENIBHBIX M OHKOJOTMYecKuX 3alojeBaHMi. MHOrme KiMHHYE-
CKHE CUMIITOMBI «MaCKUPYIOT» BPOXKACHHBIE 1€(EKThl UMMYHHUTETA
MOJ IpyTHe BHJbI MaTOJOIMM — OOJE3HM KOXH, ajuIepruuecKue,
HEBPOJIOTHYECKHE, OHKOJIOTHYECKHE 3a00JeBaHMs, T'acTPOIHTEPO-
nmorudeckue mpobnemel. Pannee BwisiBienne BJIW y nereit TpeOy-
€T OT NMPAKTUKYIOUIUX Bpauel HEYKJIOHHOTO PACIIUPEHMs 3HAHHH,
MPUMEHEHMSI MEXIUCIUILINHAPHOTO Toaxona. [loBblmenre ypoBHs
OCBEIOMJICHHOCTH CIEIMAIUCTOB O MOJEKYJISIPHO-TeHETUYECKUX
MEXaHU3MaxX pa3BUTHUSA, KIMHHUKO-MMMYHOJOIMUECKHUX KPHUTEPHSIX
BPOXKJICHHBIX JIe(DeKTOB UMMYHHTETa OyZeT CrocoOCTBOBATh OoJee
paHHel auarHoctuke u tepanuu BJIN, ynydiieHro KauecTBa )KU3HU
MHOTHX HallMEeHTOB.

[eap MOATOTOBKH JAHHOT0 Y4eOHOI0 MOCOOMSI — IMO3HAKOMUTH
YUTATENS C MOJICKYJISIPHO-TCHETHYECKMMH MEXaHU3MaMHU Pa3BUTHS,
KJIMHAYECKUMH U J1abopaTopHeIMU KpuTepusmMu BN, ocHOBHBIMU
MPUHLMIIAMHU Tepanuu; chOpMHPOBATH Y Bpadya HACTOPOKECHHOCTD
W JHAarHOCTHYECKYIO CTPATervMi0 B PAaclo3HaBaHUM CHMIITOMOB
BPOXICHHBIX Ne(PEKTOB MMMYHHOH CHCTEMBl. Pesynbrarom ocBo-
eHHSI y4eOHOro mocoOusi OyAeT MoJydeHHE LEJIOCTHOIO MpeacTaB-
JICHUsI O JMAarHOCTHMYECKOM IOMCKE NPU BPOXKACHHBIX Aedexrax
MMMYHHUTETA y AETEH, YTO MO3BOJIUT CHU3UTH KOJIUYECTBO IO3HO
JUarHOCTUPOBAaHHBIX ciyyaeB BJIM, momoub anekBaTHOM M akTy-
aJbHON MapUIpyTHU3alMH MAIIMEHTOB, YTO B CBOIO OUEPEb TPUBEIET
K JaJdbHEWIIEMY MOBBIIIEHUIO BBIKUBAEMOCTH U YIyUYIIEHUIO Kade-
CTBa )KU3HU 3TON I'PyIIBI MAIUEHTOB.



BBEJEHUE

Bpoxaennsie nedexts ummynnrtera (BJIW), panpiie Ha3bIBaBIIu-
ecs [lepsuunabivu ummynonedunutamu (I1WJ]) — sTo renetnyeckn
JeTepMUHUPOBAHHbBIE 3a00JIeBaHUs, OOYCIOBJICHHBIC HapyIICHUEM
CJIOKHOT'O KacKa/la peaklni, HeOOXOAUMBIX AJISI SIMMUHAIINY Ty Ke-
POIHBIX areHTOB M3 OpraHM3Ma W pPa3BUTHS aJI€KBATHBIX BOCIAJIHU-
TENBHBIX peakuil. X THMHYHBIMH IPOSBICHUSMU SIBIISTIOTCS TSKEIIO
MpoTeKarore OaKTepuaibHble, BAPYCHBIC U IPUOKOBBIC HH(EKIUH,
ayTOMMMYHHBIE U ayTOBOCIAJIHUTEIIbHbIC 3a00JI€BaHUS U MOBBIIICH-
Hasl CKJIOHHOCTb K Pa3BUTHIO 3JI0KaYECTBEHHBIX HOBOOOPa30BaHUH.
Uacrota Betpegaemoctr BJIU xonebaercs ot 1:10 000 go 1:5 000 000
YeJIOBEK B 3aBUCUMOCTH OT ()OPMBI.

W3ydeHne BpOXIOCHHBIX Je(PEKTOB MMMYHHMTETAa Hayajoch B
1950-x rr., KOr/Ia MpUMEHEHUE aHTUOMOTUKOB U MMMYHOITIOOYJTHHA
o0ecneuniio BBKUBAaHUE IETeH C IOPOKAMU UMMYHUTETA, CTPAAat0-
LIMX TSDKEIBIME, HEPEIKO HECOBMECTUMBIMH € KU3HBIO HH(DEKLIUSIMHU.
CrenyromumM 3TaroM B COBEPILIEHCTBOBAHUN TE€PANIMU BPOKIACHHBIX
HMMYHOAE(UIUTOB ObLIIO OTKPHITHE B 1968 I. aHTUT€HOB TJIaBHOTO
KOMIIJIEKCa THCTOCOBMECTUMOCTH M pa3paboTKa pauKabHOTO Me-
TOJla KOPPEKIMH CaMbIX TSKEIBIX (JOPM MMMYHHOH HEIOCTATOYHO-
CTH — TpaHCIIAaHTAIlMM KOCTHOTO Mo3ra. B mocnexyromue romst
MIPOAOJIKATIOCh MHTEHCUBHOE N3Y4YEHNE HMMYHOJIOTHUECKUX HApYyIIIe-
HUH U MOJIEKYJISIPHO-TEHETUYECKON TPUPOJIBI BPOXKICHHBIX Je(heKTOB
HMMYHHTETA, pa3pabaThiBajIuCh aIeKBAaTHBIC CXEMBI TEPAIIHU, COBEP-
HICHCTBOBAJIACH KJIACCH(UKALIHSL.

C xonna 1980-x — navana 90-x rT. Havasncst OypHBIM porpecc B
BBISIBJICHUU T€HETUYECKUX JIe(EKTOB, OOYCIABIMBAIOIINX PA3BUTHE
pasnu4HbIX (OPM MMMYHOAC(HUUIMTHBIX COCTOSIHMM. PasButne u
MIPUMEHEHNE METOI0B CEKBEHUPOBAHMS HOBOT'O MOKOJIEHUS (TIOJTHO-
9K30MHOE U MTOJTHOTCHOMHOE CEKBEHHPOBAHUE) TO3BOJINIIO UACHTH(DU-
LIMPOBATh MOJIEKYJISIPHO-T€HETHYECKHE MEXaHU3MBI Pa3BUTHS MHOTHX
(hopM BpOXKIEHHBIX Ne(PEKTOB MMMYHHUTETA, & TAK)KE OIMCATh HOBBIC
CHHJIPOMBI € fiepekTaMyu MMMYHHUTETA. B HacTosiee BpeMs OmrcaHo
6oxee 550 hopm BJIN.

Huns ynyudumienus panHeil nuarHoctuku BJIM B pamkax crapTto-
BaBuiero B Poccuu B 2023 r. pacHIMpeHHOr0 HEOHATANIBHOI'O CKPH-
nunra (PHC) Obln opraHn3oBaH U alrOpPUTMU3UPOBAH CKPUHUHT
HOBOPOKJCHHBIX Ha Hanboee Tskenble GopMbl T- u B-kineTounbIx
nmmyHozaepunuTo. braarogaps PHC konudecTBo ciiy4aeB paHHeEH
nuaraHoctuku BJIU 3aauntensHo Beipociio. C BBenenneM PHC B Poc-
CHH €KeroJHO AuarHoctupyetcs Oonee 500 ciydaeB BpOXKACHHBIX
ne(eKTOB UIMMYHUTETA y AeTeHl.



OCHOBHBIE ®OPMbI IEPBUYHbIX
NUMMYHOAEPULINTOB, UX XAPAKTEPUCTHUKA,
METOAbI OBCJIEJOBAHUA U TPUHIUIIBI
TEPAIIUHU

KJIACCUOUKALIUA BPOXKJAEHHBIX JTE®EKTOB

HUMMYHHUTETA
Knaccupukamus B/ mpemrokeHa MeXIyHApOTHOW TPYIITION
skcnepToB 1o llepBuyHBEIM UMMyHOAEPHUIIUTAM — MeXayHapO-

HBIM COI030M HMMMYHOJIOTHYeCKHX coobmecTB (Human Inborn
Errors of Immunity: 2024 Update on the Classification from the
International Union of Immunological Societies Expert Committee,
IUIS), ona oxBatsiBaeT 559 dopm u 511 yHUKaIBHBIX TCHOB U JCITAT
Bce BJIU nHa 10 rpynmn, noapasnensieMblx Ha MOATPYINbI U OTIEIb-
HBIE HO30JIOTHH.

Knaccudukarmus BJIU cTponuTtcst Ha OCHOBE 3THOJIOTHUYCCKHUX U Ta-
TOTEHETUYECKUX MEXAaHW3MOB Pa3BUTHUS MEPBUIHBIX UMMYHOIE(DH-
IIUTOB | SBJISAETCS OoJiee oJTHOM, yeM knaccudukanus no MKbB-10.

Knaccudpukarnus BV exeroqHo oOHOBIISICTCS B CBSI3M C OITHICA-
HUEM HOBBIX (POpPM M 0OHAPYKEHHEM HOBBIX T€HETHYECKUX TIOJIOMOK,
BeqymuX K (POpMUPOBAHUIO 1e(PEKTOB UIMMYHHOMH CHCTEMBI.

I'pynnsl BpokaeHHbIX Ae()eKTOB HMMYHUTETA
1. Hmmynoneduuutsl ¢ AedekTaMu KIETOUHOTO M TYMOPAIbHOTO
MMMYHHUTETA

2. I/IMMYHO,Z[C(i)I/IL[I/ITI:I C aCCONMHMPOBAHHBIMHU UJIU CUHAPOMAJIbHBI-
MU INPOSABIICHUSIMUA

3. JedekTol aHTUTEIONPOSYKLIUT

4. 3aboseBaHUs UMMYHHOW AU3PEryIsLUN

5.  BpoxzaeHHbIe neeKThl KOMHIecTBa U/Uil (pyHKITNU (aromuToB
6. JledhekTsl BpOXKAEHHOTO MMMYHUTETA

7. AyToBocCHaJIMTEIbHbIE CHHIPOMBI

8. JleeKkThl KOMITJIEMEHTA

9. CuHIPOMBI C KOCTHOMO3TOBOHW HEOCTATOYHOCTHIO

10. denoxonuu BJIM, acconmmupoBaHHbIE ¢ ayTOAHTUTEIAMHU WU
COMAaTUYECKUMH MYTallUSIMHU.
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Kaxnas ornensHas rpynna BJIU, B cBoro odepens, pasjeneHa Ha
MOATPYIIIBL, 00bEAMHSIONINE CHHIPOMBI CO CXOIHBIMU KJIMHHYECKH-
MU U/MJTM UIMMYHOJIOTHYECKUMU n3MeHeHUAMH. Cpein BBIJCTICHHBIX
Ho3omoruii Beiaenstores Gopmel BJIW ¢ Gonee BBICOKOM 4acTOTOM
BcrpeyaemocTd — OT 1:10 000 go 1:100 000 Hacenenust (Hampumep,
X-crernseHHas araMMariaooyInHemMusi, CHHApoM Buckorta-Onapruya
u p.). OnHako, OOIBIIMHCTBO HO30JIOTUH BCTPEUYAETCSl OYEHB PEIKO,
c yacrotoit meree 1:1 000 000 Hacenenus.
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OBIIME IMTPUHIUIIBI AIMATHOCTUKH
BPOXJAEHHBIX JIE®EKTOB UMMYHHUTETA

BpoxneHHbie 1eekThl UMMYHUTETAa KIMHHYECKH JCOIOTHPYIOT
O0OBIYHO B JIETCKOM Bo3pacte (C 3—6 mecsieB jo 1-2 net), ogHako
BO3MOKHO H T03/IHEe HauaJio HekoTopbix popm BJIW, Hanpumep 00-
el BapuabenbHON nMMyHHOH HepoctatouHoctu (OBUH). Takum
oOpa3zom, cpenu OonbHBIX B/IW nipeobnanaroT et U JIkia MOJIOJO-
ro BO3pacTa.

BonbmmHcTBO KinHUueckux nposisienuid BN conpsxeHo ¢ va-
CTBIMH, TSXKEJIO MPOTEKAMIIUMHA UHPEKIUIMHU, IOPOU mpuodpeTa-
IOIIUMU KU3HEYTpOoKAOUUi xapaktep. [loaToMy oueHb BaKHO Kak
MOXXHO paHbLIE 3a003pUTh BPOXKACHHBIA JeQEeKT HIMMYHHOU CH-
creMbl. CBOEBPEMEHHO ITPOBEICHHAS JUATHOCTHKA OTKPOET BO3MOXK-
HOCTH JIJIsl HA3HAYCHHU I aJICKBATHOTO JICUCHHU S JIeheKTa HMMYHUTETA,
CHUBHUT PUCK PA3BUTHUS TSKEIBIX )KU3HEYTPOKAIOIIUX COCTOSTHUH.

Juarnoctuka B/l Gasupyercsi B IepBYO O4epe/ib, Ha aHAIU3E
HCTOpUU 3200JIEBaHUSI U KU3HU OOJIBHOTO, JAHHBIX CEMEHHOrO aHa-
MHE3a, KJIMHUYECKUX MPOSBICHUN MMMYHHONH HETOCTATOYHOCTH U
ornpezesicH! ! Jie()eKTa UMMYHHUTETA.

AJNropuTM IMarHoCTUUYECKOro noucka npu BJIU Bkmtouaet ciemny-
FOLLUE JTAIIbL:

— cbop cemeitHOro aHaMmHe3a

— cbop anamHe3a KU3HU U 3a00JIeBaHN peOeHKa

— TMEeIUaTPUUISCKUN OCMOTP C OIEHKON (PH3MIECKOTO Pa3BUTHS

— obmree maboparopHoe oOceIoBaHue

— MMMYHOJIOTHYECKOE 00CIIeIOBaHUE

— MHCTpPYMEHTaJbHOE 00ciIe0BaHNe

— MOJIEKYJISIPHO-T€HETHYEeCKOe 00CIeJ0OBaHME.

VYV nanueHToB, NPOLIEAIINX PACIIMPEHHBIM HEOHATAIBHBIA CKPU-
HUHT, TAHHBIA aJITOPUTM TaKke paboTaer.

Coop cemeiinoro anamuesa

OuecHb Ba)KHBIH 9Tall, TaK KakK ClenuaJucT MMCCT OCJI0 C I'CHE-
TUYECKUMH HoJOMKaMH. [lo maHHBIM ceMEHHOIro aHaMHEe3a MOXKHO
BBISICHUTDH THUII HAaCJICJOBaHUA BI[I/I, BbIABUTH POACTBECHHUKOB C I10-
)106HI>IMI/I OpOABJICHUAMU, KOTOPBIM HC HNPOBOAHIACHE MMMYHOJIO-
ra4YeCKas AUAarHoCTuka, OonpCACJIUTb INMOKa3aHWA Jid MNPOBCACHUA
HpeHaTaJIBHOﬁ JUardHoCTUKHU B CEMBE.



[Ipu cOope HacienCTBEHHOTO aHaMHe3a HEOOXOIMMO BBISICHUTD
cienyrouye GakThL:

— ONMU3KOPOACTBEHHBIN Opak, CTENeHb POACTBA POJUTEIEH;

— HaJlnyue MOJOOHBIX MPOSBICHUN y POJCTBEHHHUKOB, ONpele-

JUTH CTENICHb POJICTBA;
— 3a00JIeBaeMOCTh U CMEPTHOCTH JIeTel B ceMbe, 0COOEHHO B paH-
HEM BO3pacTe JI0 5—6 JIeT, ONpeieIuTh MPHYUHBI JICTAILHOCTH;
— MMaToJIOTHsI 0EPEMEHHOCTH B CEMbE — ITOBTOPHBIC BBIKHIBITIIH,
3aMepIrre 0epeMEHHOCTH, MEPTBOPOXKACHUS, OecIlIoane, mpo-
BEJICHUE IKCTPaKopIopasbHoro omiaonoreopenus (DKO).

Bpoxnennsie nedekThl UMMYHHTETa, KaK W Bce 3a00JeBaHUS
C TEHeTHYECKUMH IIOJIOMKAaMH, HACIENYIOTCS TIO OIpENeIeHHBIM
npuHnunaM. Hambomee dacTo BcTpedaroTcs X-cCIeIUieHHBIE (op-
Mbl B/IW, nosToMy, COracHO CTaTUCTUKE, cpeau nanueHToB ¢ B
peobafaoT Juna My>KeKoro nojia — 10 70%. AyrocomHo-penec-
cuBHble Qopmbl B/IM moryT mpeobnagarh B OIHU3KOPOIACTBEHHBIX
Opakax. boNBIIMHCTBO ayTOCOMHO-IOMUHAHTHEIX B/IW nmeroT mos-
HYIO IIEHETPAHTHOCTh, OTHAKO, OMUCAHBI HO30JIOTHH C HETIOJTHOH TIe-
HETPAHTHOCTHIO, TPOSBIISIONINECS OoJiee «MATKUMY» KIMHUYECKUM
TEYCHHUEM HITH «MOJTYAIIHEH.

BaxxapiM coObiTHEM B nuarHoctuke BJIU siBrsieTcs onpenenenne
MTOKa3aHWH K MPOBEIEHUIO MTPEHATATBFHON TUArHOCTUKH TIPH TIOCHe-
IYIOMINX OEpPeMEHHOCTSIX B CeMbe HMIM K mcmoib3oBaHnio DKO ¢
MPEIUMILTAHTAIIHOHHON THarHOCTHKOM.

CoOop anaMHe3a KM3HU U 3200/1eBaHNs pe0eHKa

IIpu cOope anaMHe3a XM3HM peOeHKa HEOOXOIMMO OOpamaTh
BHHUMaHHE Ha CJICyoLUe (PaKThI:

— MATOJIOTHSI TeUCHUS OEPEMEHHOCTH MIIU POJIOB JAHHBIM ILJIO-
JIOM, TSPKEIJIO€ COCTOSIHUE TPU POXKICHUU;

— HaJIMY#ue BHYTPUYTPOOHBIX WM OYCHBL PaHHUX WHOPEKITU (10
1 Mecs11a )KU3HN);

— HaJHWYUE OYeHb paHHUX (M0 | Mecsna KU3HHU) HEMH(PEKIINOH-
HBIX MPOSBICHUN (FEMOIUTONICHUH, KPOBOTEUCHHS, BPOXKJICH-
HBIC TIOPOKH, IpUTEMA Ha KOXKE, ICPMATHUT)

— BaKIHWHAINKS B Bo3pacTe 10 1 roga (0COOSHHO KUBBIMU BaKI[H-
HaMU) U HAJIMYWE PEeaKIui Ha BaKI[UHBI;

— 3aJiepKKa 1K rpyboe oTcTaBaHue B pU3MYECKOM U TICHX0-MO-
TOPHOM Pa3BHUTHH;
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— HaJIM4Yue aJUICPTUYSCKUX PEaKIui;

— [IUTAHUC pe6eHKa, AMIneTUT, MUIICBBIC NPEANIOUTCHM A, JUCTA,

—_— He6HaI'OHpI/I$[THBIe )KI/UII/IIIIHO-6I)ITOBI)IG YyCJioBHs, BPCIHBIC BbI-
OpochI B palioHEe TPOKUBAHUSI, KOHTAKTHI C POJCTBCHHUKAMH,
MMEIOMUMHU WH(GEKITHOHHBIC 3a00ICBAHMUS;

— (baxThI TpaHCPy3Hit TpenapaToB KPOBH.

Amnamue3 3a0oieBaHus Ipu OobIHHCTBE hopm B/IW BKIIOUaeT
JTaHHBIE O YACTHIX TSKEIIO MPOTEKAIONNX WH(EKIHIX, TIPEIK/IE BCETO
Oponxoserounoii cucreMsl u JIOP opranoB — oCTpble W XpOHHYE-
CKHe OpOHXHWTHI, THEBMOHWH, TNIEBPUTHI, THOMHBIE OTHTHI, CHHYCH-
THl. XapaKTepHb WH(PEKIIMOHHBIE MOPAXKEHHUS KOXHU U CIU3HUCTHIX,
THOWHBIE JTMM(]aTeHUTHI, a0CIecChl TIeUYeHH, YHTEPOKOIUTHL. Pexe
BO3MOKHO Pa3BHTHE TaKHUX TSHKEITBIX HH(PEKIIMOHHBIX 3a00JIeBaHUM
KaK OCTEOMHEINT, SHIIe(aTOMUEITHUT, CETICUC, MEHUHTHUT | JIP.

WNudexmuonnpie mposBnenuss npu B/ wmmeroT cremyromue
O0COOEHHOCTH:

— PEIUANBUPYIOIIEE U YIIOPHOE TEUCHHE;

— YaCTO TSIKEIJIOe KU3HEYTPOXKAIOIIee TCUCHUE,

— MHOT004aroBOCTh HH(EKIUY;

— HeoObIuHas Quiopa (HarpuMep, ONmoOPTYHUCTHYECKAsI WU aTH-

MAYHAas1), HeOObIYHAS JIOKAJTU3alHs TPOIIecca;

— HENOCTaTOYHBIA A(PQPEeKT OT CTaHIAPTHOH AHTHMHUKPOOHOMH
Tepanuu (CpefaHue J03bl aHTUMHKPOOHBIX MPENaparoB, Mepo-
pajbHOE BBEACHHE).

Tun Bo30yauTenst HHPEKINH ONpeIeAeTCs XapaKTepoM HMMYH-
HOoTO Aedekrta. Tak, mis neeKToB aHTUTEI000pa30BaHUS TUITHIHA
BBICOKO TATOT€HHAsI, YCTOWYMBAs K aHTHOAKTEPHAIBHBIM IIpernapa-
TaM WHKaICyJIupoBaHHAA (iopa (CTPENTOKOKK ITHEBMOHHUH, 30JI0-
THCTBIA CTa(UIOKOKK, TeMo(rIbHAs TManouka). Bo3oymureasmu
nHPEKIHH y OOJBHBIX ¢ MpeodmaganueM T-KIIeTOTHONH HeIoCTaTOU-
HOCTH ABJISIIOTCSA HE TOJNBKO OAKTEPHH, HO TaK)Ke BUPYCHI (IIUTOME-
raJIoBHPYC, BUPYC Tepreca, dmmreiHa-bapp u ap.), rpudsr (Candida
albicans), ommoprtynuctmueckas ¢iopa (Pneumocystis jirovecii,
Cryptosporidium). [Tpu ¢aromurapHasix nedekTax HaOMOIACTCS BbI-
COKasl MPeAPaCIONOKEHHOCTh K HH(PEKIHAM, BEI3BAaHHBIM cTaduio-
KOKKaMH, TPaMOTPHUIATeIbHBIMU OaKTeprIMH, MUKOOAKTEPHAIBHON
(hmopoii, rpubamu (Candida albicans, Aspergillus). I[Ipu medumure
HEKOTOPBIX KOMIIOHEHTOB KOMIJIEMEHTA WH()EKIINH BBI3BIBAIOT THOE-
ponuble bakTepun, Neisseria.

13



Hnst 6onpmmmuacTBa hopm BJIM xapakTepHo coueTaHue ABYX H
Oonee XpOHHUYECKHX 3a00JEBaHM, CUMITOMBI XPOHHYECKOW HWH-
TOKCUKAallWH, 3aepKKa (usnveckoro pa3BuTHs. Hepenko otmeua-
€TCsl TUNO- WIW TUMepria3us JTUMGOUTHONH TKaHH, MPEXOIsLINe
WY CTOHKHE W3MEHEHHUs B NepU(epruecKor KpoBH (aHEMUs, JeH-
KOIMeHUs, TpoMOonuTonenust u 1p.). OueHb yacTo MH()EKIHOHHBIC
MPOSIBJICHHSI COYETAIOTCS ¢ ayTOMMMYHHBIMHU W/WJIHM ayTOBOCTIAJIH-
TENBHBIMH OCJOKHEeHHsIMU. Hambojee yacTo y Takux HalMEHTOB
pa3sBUBAIOTCS apTPUTHL, BACKYJIUTHI, ayTOUMMYHHBIE IUTOICHUMU,
BOCTIAJIUTENIbHBIC 3a00JIeBaHMsI KHUIICYHUKA, ay TOMMMYHHBIE MOpa-
JKCHUS TICUYEHH, MOYCK, CaXapHBbIH AMA0ET W APYTHE OCIOKHEHUSI.
Taxxke nanuenTsl ¢ B UMEOT BBICOKUI PUCK Pa3BUTUS OHKOJIOTH-
YecKHX 3a00JIeBaHUI: TUM(OM, COMTUIHBIX OIYXOJICH U PAKOB.

Takum 00pa3oMm, XapakTepHble OCOOEHHOCTH HHQEKIMOHHBIX
OCJIO)KHEHUH, COYeTaHWEe WX C MPOSBICHHUSIMH HEHH(EKIIMOHHOTO
XapakTepa sBISIOTCA BakKHbIMU Mapképamu BJIU, Ha xoTOpbIE He-
00xoarMo oOpalaTh BHUMaHUE CHEIHATUCTY IPU cOOpe aHaMHe3a.

OcMoTp ¢ oueHKoi pU3nIecKOro pa3BUTHS

[Ipn ocmoTpe BakHO OOpaTUTh BHMMAHHE HA POCTO-BECOBBIC
[OKa3aTeNy, a TakXe Ha IICHXO-MOTOPHOE M HMHTEJUIEKTYalbHOE
pasButue pebenka. [lammenTter ¢ B/IW, wacto mepeHocsmmue pe-
LUIUBUPYIOIINE, TsKeJable HMHPEKIUOHHBIC MWJIM ayTOMMMYHHBIE
3a00JI€BaHMsl, 3HAYUTEIBHO OTCTAIOT B (PU3UUYECKOM Pa3BUTHUU OT
CBEPCTHUKOB. Y MaJICHBKUX MalUEHTOB C HEKOTOPHIMH (opMaMu
BIU (Tspkenoit KOMOMHUPOBAHHOW UMMYHHOUW HEIOCTATOYHOCTBIO,
IPEX-cuaapoMoM) MOXKeT HaOMOAAaThes TsKenas THHoTpodus,
OCTAaHOBKA POCTA U PA3BUTHS B PE3yJbTaTe TSHKENbIX MHOEKUHUN U
cuHApoMa ManbaOcopOuuu. Yacto, mpu paHO HAdyaTOM JIEUCHUU
3HAUUTEIBHBIX 33JCPKEK B (DU3NYECKOM pa3BUTUH peOCHKA He
HaOIronaeTcs.

OneHka NCUXO-MOTOPHOTO M MHTEJUIEKTYaJIbHOTO PA3BUTHSI MO-
3BOJISIET IMArHOCTUPOBaTh HEKoTOpble hopmbl BIIU ¢ xapakTepHbI-
MU MPOSIBJICHUSIMH: HapylLICHUs MOXOAKH mpH cuHiapome Jlyu-bap,
MUKpouedaaus ¢ MHTEIJIEKTYalbHbIM AS)UIUTOM NIPU CHHIPOME
Huiimeren, HapyueHust uatemiekta npu cunapomax du/lxopmxu
n KaOyxwu.

[TanmenTs ¢ oTnenpHBIME popmamu BJIM MoryT umeTs Xapaktep-
HBIM BHEITHUH BUJ — CTUTMBI JU33MOpHOreHe3a, HOPOKH pPa3BUTHS,
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MUKpouehaanio, TEICaHIHIKTA3bl, SK3EMY HJIH IeMOPParnveckyro
ChIIb, JIe()EKTHl OMOPHO-BUTATEIIBHOrO amnmnapara. BHuMarenbHas
OLICHKA BHELIHUX IIPU3HAKOB, UX COYETAHUM MOXKET IIOMOYb B JHA-
THOCTUYECKOM noucke npu BJIM.

Heo0xonrMo BHMMATENBHO OLEHHUTH COCTOSIHUE BCEX OPTaHOB H
cucTeM, T.K. y manueHtoB ¢ BJIM pa3BuBaroTcsi HHPEKIUOHHBIE U
HEeMH(EKIIMOHHBIC OCIOKHEHUS! Pa3iH4HON JoKanu3auuu. Yacto
oOHapy»KUBaeTCs MATOJIOTHs JIMM(OUTHON TKAaHU — JIUM(OTPOITH-
(epaTUBHBIC MPOLECCHI, MOITOMY 00s3aTelbHa OLEHKA COCTOSHUS
nepudpeprudecknx TMM(paTHIecKux y3J0B, pa3MepoB MEUCHU U ceie-
3eHKH. [emarocniaeHoMeranus MOXKeT HaONIoAAaThCs MPU aKTHBHOM
WHPEKIUOHHOM WM JTUM(ONpOTU(epaTHBHOM TPOIECcCce, ayTOUM-
MYHHOH MaTOJIOTHH, TUMPpOMax.

TmarenpHbll oOcMOTpP HpHu nogo3penun Ha BJIM no3BosseT Bbld-
BUTH BCE OYard MH(OEKIMOHHOTO W HEMH(EKIIMOHHOTO MOPaKeHHUS,
chopMHpOBATH MPABUIILHBIN TJIaH 00CIEAOBAHUS U ONPEACIHUTD I10-
Ka3aHUs K crielu(uyecKoil Tepanuu.

HacTtopaxxuBawiuue Npu3Haku 1js guarioctuku BAN

CymiecTBYIOT HACTOPa)KUBAIOIIHNE TTPU3HAKH, COYETaHHE KOTOPBIX
MTO3BOJISAET 3aI0JI03PUTh TeHETHYECKUH J1e(heKT UMMYHHOU CHCTEMBI.
[Ipu couerannu IByX U 0OJ€€ MPU3HAKOB CHEITUATICT MOXKET ITOJ0-
3peBaTh HAJTUYHUE BPOXKISHHOTO AeeKTa HMMYHHON CHCTEMBI.

1. Cewmeiinbiii anHamHe3: Hanuuue auarnoza B/AU y poncTtBenHuka
J000T0 BO3pACTa WIIM CMEPTH JIETEH OT TsHKeNIoW WHPEKIIHH;
2. Yacrele OakTepua bHble HHPEKIINH, HATIPUMEP:

— BOCEMb U 0oJlee THOMHBIX OTUTOB B TE€UEHHUE T0/1a,

— nBa u Oollee CHHyCHTa B TEUYEHHE Tojla Oe3 TPHU3HAKOB

aJlJIeprum,

— nBe U 0oJiee MTHEBMOHUU B TCUEHUE T'0J1a;

3.  Tskenoe TeueHre OaKTepUATBHBIX HHPEKIIUN, HATIPUMED:

— aHTHOaKTepHabHAsl TEpaIus, POBOANMAs OoJiee IBYX MecCs-

ueB 0e3 3 dekra,
— peUUIUBUPYIOIIHUE TJIYyOOKHE a0CIeCChl KOXH U MSTKHX
TKaHEH,

— nBe u OoJiee TeHEpaTN30BaHHBIC HH()EKITUH,

— uHpeknuu ¢ (HopMUpPOBAHUEM MOPQPOJIOTHIECKUX Ie(heKTOB
JIETKUX;
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4,

S.

10.

11.

12.
— MuKporedams,
— pacrienrHa TBEPAOro U MsArkoro HEOA.

Wndexuuu, BbI3BaHHBIE YCIOBHO-TIATOTEHHBIMU BO30YIUTEINS-
MU, HallpUMeD:

— OCJIO)KHCHUA MPHU BAKIIMHALIUU KHUBBIMU 0CIa0IEeHHBEIMU BaK-

nuHamu (BLK, monnomuenur),

— yHopHas KaHAHI03Hass HHOEKIHs KOXKH ¥ CIU3UCTBIX Y JICTeH

crapmie 1 roma )Ku3HU,

— THOBTOpHasA CUCTEMHasd I/IH(beKHI/ISI, BbI3BaAHHAA aTHIINYHBIMU

MHUKOOAKTEePHUSIMU;
Tspkempie/aTUITUNIHBIC KOXKHBIE TIPOSBICHUS U OTEKH, HAIPUMED:

— JPUTPONEPMHUSI,
— TSDKEIIBIM JIepMaTHT,
— TIOBTOPHBIE AMH30/bI KPANUBHHUIIBI/TIOIUMOP(HON 3PUTEMBI

0e3 oTBeTa HAa AHTUT'UCTAMUHHEIC npenapaTsl U CTCPOUBI,

— OTEKH pa3anH0171 JJOKaJIn3aluun 0e3 0TBeTa Ha AHTUTUCTAMHUH-

HBIC TIpenapaTsl 1 CTEPOHIbI;

BocnanutensHoe 3a00eBaHie KUIIEYHUKA ¢ pAHHUM HAdajioM
W/WITH TSDKETIBIM TeYCHHEM (C OTCYTCTBUEM OTBETA Ha CTAHAAPT-
HYIO0 Tepanuio, B TOM YUCIIe IPUBOASIIEE K TOTEPE BEca);
CHuKeHue mokasaresell KIMHUYECKOro aHaiu3a KpoBH (TpoM-
OOLMTONCHUS/ACUKONEH U/ TUM(OIEHUSI/HEUTPOIEHUsT U UX
COUYCTaHUE);

JnutensHoe yBelWYeHHE TUMQPATHUYECKUX Y3JIOB, MEYECHU U
CEJIC3CHKH;

3HauMTEIbHOE YMECHBIICHHE Pa3MEPOB TUMYCA, JIUM(pOY3JI0B U
MUHJIQJIHH y IeTed (0 PeHTTeHOJIOTHYeCKUM JTaHHBIM HITH BbI-
SIBIICHHOE B MTPOIIECCE XUPYPruueCKOro BMEIIATeNILCTBA);
[ToBTOpHBIE SMH30IBI JINXOPAIKH, COIPOBOXKIAIOIINECS BOC-
NaJINTENFHBIMI U3MEHEHHSIMH B JIAOOpATOPHBIX aHaln3ax, 0e3
MPU3HAKOB MH(EKIIHIA;

CoueTaHne HECKOIBKUX ayTOMMMYHHBIX HapyIICHUH, BKIIIOYast
9HJIOKPHHOIIATHH;

OCoOCHHOCTH CTPOCHHUS JTUIIA, HATIPUMED:

Oo0uee 1adopaTopHoe o0cJief0BaHUE

O6mree mabopaTopHOE 00CIEIOBAaHNE BKITIOYACT:
— KJIMHUYCCKUN aHalln3 KPOBH C OICHKOW KOJIW4YecTBa (POpMEH-

HBIX DJICMCHTOB,
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— OMOXMMUYECKHH aHaJIN3 KPOBU C PpakuusiMu OeIKoB — 00-
paTuTh BHUMaHUE Ha KOHLIEHTPALUIO raMMa-TJI00yJInHOB (CHU-
JKEHHE KOJTMYECTBA raMMa-TJI00yJIMHOB MOXKET TOBOPHUTH O CHU-
JKEHHHM aHTHTEJIONPONYKIHH M MOXKET SIBISTHCS KOCBEHHBIM
npuzHakom BJIN);

— octpodazobie Oesku: C-peakTHUBHBIN 0€JIOK, (UOPUHOreH —
NpH TOAO3PCHUU Ha BOCHAIUTENBHBIM Iporecc (BO3MOXKHA
OLIEHKa KOHIICHTpAIlMX NPOBOCHAIUTEIbHBIX HMUTOKMHOB —

nJi-1, NJI-6);

— KJIMHUYECKHM aHaIu3 MOYM — IO3BOJISIET 3aIll0l03pUTh HH-
(hexmy MOYEBBIBOISIINX MyTeH, ayTOMMMYHHBIE TIOPaKEHUS
MIOYEK.

H3MeHeHUs1 B KIMHNYECKOM aHAJIN3e KPOBH,
xapakTepHble a5 BN

1.  Anemus pa3HOU CTENEHM TAKECTH, STUOJIOTUS:

— COMpoBOXKJaeT WH(MEKUHUOHHBIE W JAPYTHUe BOCHAJIUTEIbHBIC
MPOLIECCHI,

— QopMupyeTCst BCIEACTBUEC TEMOPPArHUECKOr0 CHHAPOMA IPH
BJIU (manpumep npu cunapome Buckorra-Onaprya),

— ayTOMMMYHHas TéMOJINTUYECKAsl aHEMUS N30JIMPOBAHHAS WU
B COYETAHUU C APYTUMU ayTOUMMYHHBIMU LIUTOIEHUSMH IIPU
pas3aeix popmax B/,

— MPOSABJICHHE CaMOI'0 BPOXKIECHHOIrO JedekTa (Harmpumep, aHe-
must @ankonu uinu apyrue BIU ¢ nuronenusimn).

2. Jle#ikonuTO3 — 4Yalle BCEro yKa3blBaeT Ha TeUCHHE MHQEKIH-
OHHOI'0 WJIM ayTOMMMYHHOI'0/ay TOBOCIIAJINTEIBHOIO Ipolecca
WJIM OHKOJIOTHYECKOTO OCJIOKHEHUS.

3. JleiikoneHus, TPUYHHBI:

— mposBiieHre camoro BV (mampumep, BposkIeHHBIC HEHTpoITe-
Hun win TKUH ¢ rpyOsimM nedunurom 1umMbonnTos),

— TEUCHHE TSDHKEIOH MHPEKIUH,

— ayTOMMMYHHBIEC TeMOLUTOIICHHH,

— OHKOJIOTHYECKHE 3a00JIeBaHUSI KPOBH.

4. Hefitponenus (koiudecTBO HeWTpodmioB Huxe 1500 Ki/MKII)
WJIM arpaHyJonuTo3 (KOJU4ecTBO HelTpodmio Hike 500 ki/
MKJI), TPUYHHBL:

— mposBieHne camoro BJIM  (Hampumep, BpOXKJIEHHBIE
HEHTpOTNEeHNN),
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— TEUCHHE TSHKEIOH MHPEKIUH,

— ayToMMMYHHas HeiiTporieHus (nmpu BJAU ¢ napymenusimu anu-
TEJOMPOAYKIUU TIPOTeKaeT 0e3 (GOPMHUPOBAHUS ayTOPEAKTHB-
HBIX aHTHUTEJ K HEUTpoduiam),

— OHKoOJIoTH4YecKkoe ocyioxkHenue BIIN.

5. Heiitpodunes — daie BCeTo, ABISETCS MPU3HAKOM HWH(DEKITH-
OHHOTO TIpoliecca, MoxeT HaOmronatecs pu BJIU ¢ nedexramu
(aromuro3a (XpoHnueckas rpaHyieMaro3Hasi 001e3Hb), OHKO-
JIOTUYECKUX OCIOKHEHUSX.

6. Jlumdonenus (konmuectBo JuMponutoB Hike 1000 ki1/mMK),
MPHYUHBL:

— BJIU ¢ nedexramu co3peBanus mumdonutos (Tspxenas komou-
HUpPOBaHHAsl NUMMYyHHAas HEJJOCTaTOYHOCTh, aCCOLIMUPOBAHHAS C
pa3HbIMH T'€HETUYECKUMH Jie(heKTaMu),

— Tspxenast OakTepuaabHas HHPEKIHS ¢ HeUTpodrié3om,

— OHKoJoruyeckoe ocnoxkuenue BJIN — penxo.

7. JlumdonuTo3 — yaie BCEro, SBISCTCS NPU3HAKOM BUPYCHOU
nHpexnuu, MoxxeT Habmopatecst npu B/IU ¢ nedexramu amomn-
T03a TUM(OUUTOB WK JTUMONPOIU(EPaTUBHBIM CHHIAPOMOM
(AyTonMmmyHHBIN TUMbOIpordepaTUBHBIN CHHAPOM), IIPH Te-
MoOacTo3ax, ocnokHsomux BJIN.

8. TpomOouuTOoneHUS, TPUIUHBL:

— mpossienus BJIW (manpumep, npu cuaapome Buckorra-Om-
apuya, X-CLEIJICHHOW TPOMOOLUTONIEHUH),

— ayTOMMMYHHasl TPOMOOLIMTONCHUS N30JUPOBAaHHAS UJIH B CO-
YeTaHWU C JAPYTMMU UMMYHHBIMH IUTONCHUSMH (COYETaHHE
AyTOMMMYHHOH T€MOJUTHYECKOW aHEeMHHM U TPOMOOLHMTOIE-
HuM — cuHapoM Puinepa-OBanca) npu BIAU,

— remo0uacto3sl ipu B/IU.

HNMMyHoJI0rHYecKoe 06c1eioBaHue

NmMmyHonornyeckoe odciienoBaHie BKIOYACT:
OO6s13aTeNnbHBIE UMMYHOJIOTHUECKHE TECTHI (TaK Ha3bIBaeMbIe, Te-
cThI 1 ypoBHS):

1. H3MepeHue KOHLIEHTPAIIUU CHIBOPOTOUYHBIX HMMYHOTJIO0YJINHOB
A, M, G, E. U3mepenne KOHIEHTPAMH MPOBOJUTCS METOIOM
UMMYHO(EPMEHTHOTO aHAN3a.

Hnst pasueix ¢opm B/IM xapakTepHbl pa3Hble H3MEHEHHS KOH-

LEHTPaIlMi CHIBOPOTOYHBIX HMMMYHOITIOOYJIMHOB — OT aramma-
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rMOOyNMHEMUH  Opu  X-CHEIJICHHOM  araMMmarjoOyJlnHeMHH
Bpyrona nnu runorammarnobynuHemun npu OOreii BapuabeabHOM
HMMYHHOH HEIOCTATOYHOCTH, OO THUIePramMMariioOyJIMHEMUU MpH
AyTOUMMYHHOM JuMdonponudepaTUBHOM CHHApOME. Bo3MokeH
M30JIMPOBAaHHBIN JAePUUIUT OAHOrO cyOKiacca MMMYHOTJIO0YJINHOB
(Cenexrtusnsii neguuunt IgA) nnm 1Byx cyokiaaccos. [Ipu HeKOTOPBIX
(dopmax BcTpeuaeTcsl TUIIEPIPOAYKIUS OTICIBHBIX UMMYHOTTIOO0Y-
JMHOB — HanpuMep npu CHHIpOMe runiepuMMyHOTI00ynuHeMun E.
2. HMmMmyHO(EHOTHNHpPOBAHHE JTUMQPOUUTOB — METOA MPOTOY-
HOH HHUTOQIIOOPUMETPHH, TIO3BOJSIONIUN OMpPEACTUTh pas-
Hble MapkEphl KIeTOK UMMYHHOH cucteMbl (CD — Cluster of
Differentiation). i3mMeneHus B ananuse 3aBucar ot ¢opmbl BN,
Komounuposannusie B[N npotekatot ¢ aedpexramu T-KIeTok,
gacTo HaONIoAaeTcsi CHIDKEHHE KoiaudecTBa T-TUMQOIUTOB
(CD3+, CD4+, CD8+). [Ipu B ¢ nedexkramu aHTHUTEIONPO-
nyKuuu popmupyetcs natonorus B-numdonutos (CD19+).
3. MHccnenoBanue garountapHoi GyHKIIUH.

Hcnons3yeTcst HECKOIBKO METOJ0B — XEMUJIIOMUHECIIEHTHBIN
MeTtox 1 HCT-Tect (03BONIAIOT OLIEHUTH 3aBEPIICHHOCTH (parouuTo-
3a), OypcT-TecT (OLEHMBAET KaueCTBO KUCIOPOAHOTO B3pbIBA U KO-
JMYECTBO CBOOOJHBIX OKHUCIHMTEIBHBIX PaanKayoB). Mcnonb3yroTes
npu nopo3penun Ha BJIU ¢ nedexramu paromurosa.

AInbTEepHAaTUBHBIE TECTHI (TaK Ha3bIBAEMBIE TECTHI 2 YPOBHS) —
HCTONIB3YIOTCS ISl TPULEIbHONH JMAarHOCTHUKU OTHACIBHBIX (OpM
BJIU, npu TpyaHOCTSX OTuarHocTHKU. CHEKTp 3THX TECTOB OOLIUp-
HBIH 1 3aBUCUT OT BOBMOXXHOCTEH Jaboparopuu. s aetansHoi qu-
arHoctuku BJIW npumeHsroTcs:

— HCCIIEJIOBAaHNE IKCIIPECCUU PA3THUYHBIX MOJIEKY,

— peakuus Onacrrpanchopmanyu aumporuToB (PETI),

— HCCIJIEJIOBaHNE amnoITo3a JINM(OIUTOB,

— HCCIIEJOBaHNE OTBETA KJIETOK HA MUTOTEHBI,

— UCCIe0BaHNe KIOHABHOCTH HMMYHOTJIOOYJIMHOB,

— HCCIJIEJIOBAaHNE YPOBHS Pa3HBIX IUTOKNHOB

U ap.
HNucTpymMeHTaIbHOE 00C/I€I0BAHIE

[IpoBoxuTcs st moucka MHQPEKIMOHHBIX, BOCIIAIUTEIBHBIX O4a-
OB WJIM HOBOOOpa3oBaHU. PexoMeHjyeTcs MpOBEICHHUE CIEIYIO-
LIUX UCCIIEOBAHUM:
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— pEeHTreHorpadusi OpraHoB TPYJHOW KJIETKH — HEOOXOIUMO
00paTUTh BHUMaHUE HA OYaroBbIC M HHTCPCTUIIMAIIBHBIC H3Me-
HEHUS B JIETKUX, PACIIUPEHUE TCHU Cep/lla, YBEIUUYCHUE BHY-
TPUTPYAHBIX, MOJMBIIICYHBIX JTUM(OY3JIOB, PACIIUPCHUE WU
YMEHBIIICHUE TEHU TUMYCA Y MAJICHbKUX JCTCH,

— YJNBTPa3BYKOBOEC CKAHMPOBAHHWE OPraHOB OpIOMIHOH MOJO-
CTH — HEO0OX0IMMO 00paTUTh BHUMaHUE HA pa3Mephl IIeUYeHH U
CEJIe3CHKH, YBEIMYCHUE BHY TPHOPIOTHBIX TUM(OY3IIOB, HAIH-
YHe 04aroBbIX H3MEHEHUH B OPIOIIHOM MMOJIOCTH,

— OKI" u Ox0-KI" — u3menenus B paboTe cepaia MOTyT HaOIro-
JIaThCsl TIPU pa3HbIX ocyioxkHenussx B/,

— ISl yTOYHEHHS XapaKTepa 09aroB UCIONb3yeTCS KOMITBIOTEP-
Hast Tomorpadus u MPT pa3znuaHbBIX o0nacTelt Tena.

Bpoowcoennvie deghexmui ummyHumema — monuMopQHast O KIH-

HUKE TpyIa 3a00JIeBaHNN, TIOITOMY CHEKTP HEOOXOIUMBIX THATHO-
CTHYECKUX METOJOB OOCIIEOBaHMS TMOAOUPAETCS WHIWBHIYAIHHO
JUTSL KayKJIOT0 TIAIlMeHTa.

MouiekyIsipHO-TeHeTHYecKoe 00cJieJ0OBaHNe

Monekynsipaoe obcnenoBanue. [Iprn HEOOXOTUMOCTH TPOBOIUT-
Cs OTpefiesieHUe IKCIIPECCUN Ha TIOBEPXHOCTH KJIETOK OEJIKOB M MO-
JeKYH, TePEeKT KOTOPBIX CIEIUAIHUCT MOA03pPEBAET. DTO MO3BOISICT
OLICHUTH (PYHKITUIO KJIETOK MMMYHHOW CUCTEMBI U BBISIBUTH IPUYH-
HY UMMYHOJIE(HIIUTA.

Onnaxo, Haubosee TOYHBIM SIBIISIETCS T€HETHUYecKoe oOcienoBa-
uue. [IpoBoauTes ¢ MpUMEHEHNEM METO/IOB CEKBEHUPOBAHHS HOBOT'O
MOKOJICHHUSI — TMOJTHOAK30MHOE H/HJIN MOJHOTCHOMHOE CEKBEHHPO-
BaHUE, MUKPOMAaTPUUYHBI XPOMOCOMHBIN aHaiu3. BelsiBiieHHE re-
HETHYECKUX TIOJIOMOK W XPOMOCOMHBIX a0eppamuii TO3BOJISICT
OTIPEAETUTh MAaTOTEHHOCTh Jie()eKTa, ero BINWSHUE Ha Pa3BUTHE 3a-
0ojeBaHUs, ONPEAETUTh MPOTHO3 /I KOHKPETHOro manuenTa. Mc-
ronb3oBanne Merona «CeKBEeHHpPOBaHUE TPHUO» — TEHETHYECKOE
obcrenoBanmne MpobaHaa U €ro POAUTENICH — TO3BOJISIET BHEISBUTH
HOCHUTEIBCTBO MYTAaIlMU B CEMbE U ONPEAETUTh MMOKa3aHMs K MPOBe-
JEHUIO TMpeHaTaiabHol nuardoctuku nin OKO ¢ mpegumiianTam-
OHHBIM HCCIIEZIOBAaHUEM.
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HEOHATAJIBHBI CKPUHUHT
N MAPUIPYTU3ALIUA TALIMEHTOB

C 2023 rona B Poccum Hayanoch HMCIOIB30BAHME PACIIMPEHHO-
ro HeoHarajpHOro ckpunuHra (PHC), Bkiroyaromero 1narHocTHKY
36 3a0oneBaHMi, Cpear KOTOPBIX MPUCYTCTBYET CKPUHUHT Ha T- n
B-kneTounble BpoxAeHHBIC 1e(DEKTH UMMYHHUTETA.

MeTon TMarHOCTHKHU BPOXKJICHHBIX 1e()EKTOB MMMYHHTETA OCHO-
BaH Ha BBISBICHUM CHEUH(UUYECKUX KOJBIEBBIX CTPYKTYDP B siApax
numdonuToB. B mponecce cozpeBanus T- u B-ki1eTox mpoucxoauT
reHeTUYecKasi peKOMOMHAIMS, YTO o0ecreunBaeT OOJBILOW perep-
Tyap aHTUTEeH-PacHo3HAIOMKX peuentopoB auMmponuTos. I[locne
PEKOMOMHAIIUU OCTAIOTCSl CHEeUU(UIECKHE KOJIBLEBBIE CTPYKTYPbI
JHK, conepxaiiue KOHCTAHTHBIE IOCIIEAOBATEIBHOCTH HYKJIEO-
TUJIOB, MO KOTOPBIM MX MOKHO BbIsIBUTH — TREC (T-cell Receptor
Excision Circle), KREC (Kappa-deleting Recombination Excision
Circle). st onpeneneHust KOMUN KOJBLUEBBIX CTPYKTYP UCTIONB3YIOT
METOJ, IIOJMMEPa3HOU LIEMHONW PEeaKLUU B PEXUME PEAIbHOIO Bpe-
Meun. TREC u KREC — 3T0 cTabuiibHbIe CTPYKTYPbI, HE PETLITUIH-
pytomuecs mpu mutosze. Hanbonee Boicokue yposau TREC, KREC
HMEIOT HOBOPOXKJICHHBIE, C BO3PACTOM HMX KOJIMYECTBO CHUIKAETCS.
Huzkue yposau TREC BBIABIAIOTCSA y TAIIMEHTOB ¢ KOMOMHUPOBAH-
HeiMu BJIW (ocobenno ¢ pasubiMu gopmamu Tskenoit koMmOMHU-
poBaHHOW UMMYHHOW HefoctarouHoctH), a KREC — y manueHnTos
¢ naedeKTaMu aHTHTEIONPOAYKIHH (0COOEHHO C BPOXKACHHBIMU
araMMaryioOy TMHEMUSIMU).

MapupyTu3zanus nNanueHToB nocJje nposegenus PHC

Aneopumm 0na 0OHOUIEHHBIX HOBOPOIHCOEHHBIX

1. 3abop kpoBU Ha TecT-OJaHK y JOHOLICHHBIX HOBOPOXIACHHBIX
MPOBOJUTCS B NepBble 24—48 yacoB nocie poxkacHus. TecTupoBaHue
MIPOBOJUTCS B PErMOHAJIBHOM LICHTPE, HUMEIOIEM BO3MOKHOCTH TPO-
Benenust PHC, B Teuenue 72 yacos.

[Ipy momy4eHnn OTPULATEIBHOTO PE3YJIbTaTa TECTa HOBOPOXKICH-
HBIM paclEeHMBAETCS KaK «yCJIOBHO 30POBbIi», HE TpeOyoLnil Ha-
OJIOICHUSI UMMYHOJIOTa-aJIJIeproyiora, KpoMe cily4aeB HaJudus y
HEro HacTopa)xuBarouux npusHakos BJIN.

[pu canxennn xonnuectBa TREC n/mnn KREC ke nmoporoso-
r'0 YPOBHS PeOCHOK paclieHUBAaeTCS KaK HOBOPOXKACHHBINH U3 TPYIIIIBI
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BbICOKOr0 pucka rno BJIM. B Teuenue 24 4acoB OH 9KCTPEHHO BHI3bI-
BaeTcs Ha KOHCYJIBTALMIO PETHOHAIBEHOIO UMM YHOJIOTa-aJljieprosora
W/WIM TEHETHKa, P OTCYTCTBHH TaKOBBIX — Tmeauarpa. Crenua-
JUCT OLEHHMBAET KIMHUYECKOE COCTOSHHME pebeHKa, MH)OpMUpYyeT
CeMbI0O W TPOBOAUT 3a00p KPOBU IJIsi MPOBEJCHUS NEPBOTO HTara
MIOJTBEP>KAAIOIEH THAarHOCTHKH.

2. Ha nepBoMm sTarne noarBepkAaromiel THarHoCTUKN ITPOBOJUTCS
onpenencare TREC/KREC B ®I'BHY «Menuko-reHeTHUSCKHA Ha-
yUHBIN HeHTp uM. akagemuka H.I1. boukoBa» (manee MI'HLL).

[Ipu monmy4yeHUM HOPMAJIBHBIX PE3YyJbTaTOB TecTa (OTpHUIATENb-
HBII pe3yibTaT) HOBOPOXKJIEHHBIM paclieHMBAaeTCsl KakK «yCJIOBHO
3JI0POBBIY», HE TPEOYIOIIHI T0OOCIICIOBAHUS U HAOIIOICHIS UMMY-
HOJIOTa-aJIJIEpProJiora, KpoMe CiIy4aeB HAJIWUMS Y HEro HacTOpaxH-
BarolMuX npuszHakoB B/IU.

3. Ilpu momy4eHUH MOJNOKHUTENBHOTO pe3yibraTa (CHUXKEHHE KO-
muuectBa TREC n/unun KREC) pebeHok 3KCTPEHHO BBI3BIBACTCS IS
MIPOBEACHMS BTOPOI'O ATala MOATBEPKAA0IIEH JUarHOCTUKY — pac-
LIMPEHHOI0 UMMYHO(ECHOTHIIMPOBAHUS U TEHETUYECKOTO HCCIIENO-
BaHus. [Ioka3zaHus K TECHETUYECKOMY UCCIIEOBAHUIO ONPEAEIISIOTCS
MocJje NOTYUYeHHsI Pe3yIbTaTOB UMMYHO(QECHOTHITMPOBAHUSL.

[Ipu nonyyeHun pe3ynbTaTOB UMMYHO(PECHOTHIIMPOBAHUS B Ipe-
Jenax peepeHCHbIX 3HaYeHUH PEeOCHOK PacUeHHMBACTCS KaK «ycC-
JIOBHO 3/I0POBBIii», HE TpeOyromuii 1oo0cne0BaH s U HAOIIONCHHS
HMMYHOJIOTa-aJJIEProyiora, KpoMe Ciay4aeB Hajaudus y HErO HacTo-
paxkuBaromux npuszHakos B/I1.

4. Ilpu cHMKEHUHM KaK MUHUMYM OJHOTO M3 mnokasateseit: CD3+
(T-mumponuter), CD19+ (B-mumpouutsr), CD3+CD45RA+ (Hau-
BHBbIe T-TUMQOIHUTHI), — MPOBOJUTCSI TEHETHUYECKOE HCCIICAOBaHHE
B MI'HII, a MenuuuHCKUE TOKYMEHThI peOeHKa 3KCTPEHHO HalpaB-
JISII0TCS B OAUH U3 (eiepalibHBIX HEHTPOB. DKCIEPTHI eaepaIbHOro
LIEHTpa B TeueHue 48 4yacoB JAalOT OTBET C PEKOMEHAALMAIMU T10 I'o-
CIHTAJIN3ALNH, 1000CIeIOBAHUIO, TEPAITUH MALUCHTA.

Anzopumm 0711 HEOOHOUIEHHBIX HOBOPOIHCOCHHDLX.

1. 3a00p KpoBHU Ha TeCcT-OJaHK y HEIOHOIIEHHBIX HOBOPOKJICHHBIX
npoBoauTcs B Bo3pacte 144-168 yacos. TecTupoBaHue MPOBOAMT-
Csl B PETHOHAJIFHOM IIEHTpE, MMEIOIIEM BO3MOXKHOCTH IPOBEICHUS
PHC, B Teuenue 72 gacos.

[Ipu momy4eHun OTPULIATEIBHOTO pe3ysIbTaTa TeCTa HOBOPOXKICH-
HBI PaclEHHMBACTCS KaK «YyCJIOBHO 3JIOPOBBII», HE TpPEOYIONIHiA
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HaOII0IEHNST UMMYHOJIOTa-aJlIeproiora, KpomMe cirydaeB HaJIU4Yus y
HEro HacTOpa)xuparouux npusHakos BJIM.

[pu camxennn TREC n/unu KREC npou3BoauTCs MOBTOPHBIH
3a00p KPOBH IO JOCTUKEHUU pPeOCHKOM 37 Helenb MOCTKOHUENTY-
AJIBHOTO BO3pacTa B PErHMOHAIBHOM MEJUKO-I€HETUUYECKOM LEHTpE.
[Tpu monoxxurtensHoM Tecte (cHMkeHHe konndyectBa TREC w/unm
KREC) mpoBoasiTcs OmMCaHHBIC BHIIIE 3Talbl MOATBEPKIAIONICH
JIUarHOCTUKHU.

JIEHEHUE NAIIMEHTOB C BPOXXKJIEHHBIMU
JE®EKTAMU UMMYHHUTETA

B HacTosimee BpeMs mpuMeHsieTcsl ABa IJ100aIbHBIX BapHAHTa Te-
panuu BJIU:
1. PagukanbHOe nM3ne4eHne
— TpaHcnnaHTanus reMONOITHYECKUX CTBOJIOBBIX KJIETOK
— I'ennas Tepanus
2. Tlognpep:xuBatolias Tepanus B TEYEHUE KUZHU
— 3amecTHUTeNbHas Tepanus
— JleyeHnue MHPEKITUOHHBIX OCIIOKHEHHUH
— IlpodunakTrka HHPEKITMOHHBIX OCIOKHCHUH
— JleueHre ayTOMMMYHHBIX OCIOKHEHUN
— Jledenume TrpaHyneMaTO3HBIX W  AyTOBOCHAJIMTENBHBIX
OCJIO’)KHEHU I
— Jleuenne numdonponudepaTuBHBIX MPOLECCOB M 3JI0Kaye-
CTBEHHBIX HOBOOOPa30BaHUI

PaI[I/IKa.]'leaH Tepanusa

TpaHCIUTaHTAIHS TEMOIIOATHYECKUX CTBOJIOBBIX KJIETOK Ha CETO/I-
HSIITHUW JICHb SBIISIETCS Tepamnueii Beroopa st MHorux (gopm BJIU:

— Tspxensie KOMOMHUPOBAHHBIE KMMYHOAC(PUIINTHI HE3ABUCHUMO

OT reHeTH4ecKoro nedekra (BKiatouast cuaapoM OMEHH);

— Cunnapom Buckorra-Ongpuua;

— X-cuennenHslil runeplgM cunapom;

— Cunnpom Hulimerew;

— Jlepumut JTHK-murassr 4;

— Tspxenbie BPOXKICHHBIE HEUTPOIICHUH;

— Tsoxenbie BpoxeHHbIe aHeMun (AHeMust DaHKOHM),

— lemodaronuTapHbie TUMPOrUCTUOIUTO3BL,
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— XpoHuueckas rpaHyjIeMaTro3Has 00JIe3Hb;

— JledpexThl ajire3uu JEUKOIUTOB;

— X-cuernieHHble TuMdonporrdepaTuBHBIE CHHIPOMEI;

— JleexThI BpOXKIEHHOTO MMMYHHTETA;

— CuHApoM runepuMMyHorno0ynnHemun E.

Ilokazanus nna nposeneHuss TI'CK pacmupsiioTcss ¢ KaXJIbIM
rojoM. JTO CBs3aHO C IUAarHOCTHKOW HOBBIX (hopm BJIU, a Takxke
C YCOBEpIIICHCTBOBAHHEM METOJIOB TOATOTOBKH TpaHCIUIAHTAaTa U
peIUIreHTa.

B HacTosiiiee BpeMsi B MHPOBBIX IIEHTpAX BBITIONHSCTCS TeHHAs
tepanus s HekoTopelx (opm BJIUM — X-cuennenmnas TKIWH,
TKUH ¢ nedexrom anenoszun-nezamunassl (ALA), TKUH c nedex-
tom Artemis, Cuagpom Buckorta-Onapuua. B Poccun nanusbiii Buja
TEepanuu B HACTOSIIIEE BPEMs HEJIOCTYTICH.

HonnepxxuBaromas Tepanus

3amecmumenvHan mepanus

BonbmmucTBO nauuentoB ¢ BJIW nony4aroT noaiepKUBaIOLIY O
Tepanuio B TeueHue u3HU. OcHoBoi neueHus BJIW sBnsercs 3a-
MEeCTHUTEIbHAs Tepanusl. [{7s npoBeaeHus 3aMeCTUTEILHOM Teparnuu
HCIIONIB3YIOTCS:

— HMMMYHOTJIOOYJIUH ISl BHYTPUBCHHOT'O WJIM TIOJKOXHOTO

BBEJICHUS;

— CBEKE3aMOPOKEHHAS T1JIa3Ma;

— pOCTOBBIC (DAKTOPHI;

— (epmeHTHI;

— KOMIIOHEHTHI KOMIIJICMECHTA;

— IIUTOKHUHBL.

[ManumenTsr ¢ BIU, umerorniue aedekThl CHHTE3a aHTHTEI, MIOJTyYa-
FOT 3aMECTUTEIIBHYI0 TEPAIUI0 UMMYHOITIOOYJMHAMU JIJIsi BHYTPH-
BEHHOI'0 UJIU MOAKOKHOTO BBEACHUS. VICIONB3yIOTCS MpenapaTsl Ha
OCHOBE MMMYHOTJI00ynrHa G, MPOIISNIINE KECTKUH KOHTPOJIb MO
Oe3omacHocTH U 3PPekTUBHOCTH. OCHOBHBIC TPEOOBAHUS K TaKUM
npenaparam: BUpPyCHasi 0€30MacHOCTh, BRICOKOE COJCPKAHUE aHTH-
TEJ K Pa3IMYHbIM BO30YAHUTENSIM WH(EKIUN, BHICOKAsT KOHIIEHTpa-
nust MonoMmepoB IgG Gonee 95%, ciienoBeie konuuecTa IgA u IgM,
COOTHOIIIEHUE cyOKaccoB IgG MakcuMabHO IPUOIUKECHO K UX CO-
JIEPKaHUIO B MIa3Me. MexaHu3MBbI IelcTBUs BBoaquMoro IgG: Hermo-
CpEICTBEHHAS HEUTpaIU3aius MHUKPOOOB M TOKCHHOB, aKTHUBAITUSA
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(bharounTo3a, KOMIUIEMEHTa, KJIETOYHBIX peakiui. CranmapTHas
71032 UMMYHOTI00y1rHa coctaBiseT 0,4—0,5 T/Kr B MecsIl, He3aBU-
CUMO OT Bo3pacta. IMMyHOTTIO0YIUH [ BHY TPUBEHHOTO BBEJICHUS
MIPUMEHSIETCS KaK MPaBUiI0, OMHOKPATHO B 3—4 Heleau; UMMYHOTJIO-
OyJIMH ISl TIOJKOKHOTO BBeACHHS — OT | pasza B Hemenro a0 1-2
pa3 B MecCsll, B 3aBUCUMOCTH OT J03bl, COCTOSIHUSL U MPEINOUYTCHUN
nanuenTta. OpHako, crangaptHas no3upoBka 0,4—0,5 /KT B Mecsil
JIOJKHA OBITh coOMtoieHa. [lalueHThl MONyYaroT TEPaIuio MOKU3-
HEHHO. XOpollee COCTOSIHUE U CaMOYYBCTBHE, OTCYTCTBHE MH(EK-
LIUOHHBIX OCJIO)KHEHUH WJIH BRICOKUM TPETPaHC(y3UOHHBIN YPOBEHb
IgG He ABAAIOTCS TOBOAOM JJIs1 YMEHBIIICHUS TO3bI WU YBEIUUCHU S
WHTEPBAJIOB MEX/IY BBEJACHHSIMU UMMYHOINIOOyInHA. BriepBbie BbI-
SIBJICHHBIC MAIMCHTHI ¢ HU3KUMH ypoBHsIMU IgG, He monydaBiiue
WMMYHOTJIOOYJIMH, WJIA TAlUEHThI C TEYCHHEM HWH(QEKIIHOHHOTO
mpoIecca MOTYT MOJy4YaTh TEPANUIO0 B PEKUME «HACBHIIICHUS» —
1-1,5 r/kr B Teuenue 3—4 Hesenb, /103a pasjieicHa Ha 3—4 BBEICHUSI.
ITanmmenTaM ¢ MUTONCHUSIMU HA3HAYACTCS TEPAMUs POCTOBBIMU
(dakropamu:
— TPaHyJOIMTAPHBIN WM TPaHYJIOIHUTAPHO-MOHOIIUTAPHBIA KOJIO-
HUECTUMYIIUPYIOIIUI (JaKTOp — NP HEUTPOTICHUSIX, JICHKOTICHHSIX;

— arOHHUCTBHl TPOMOOIMOITHHOBBIX PEIENTOPOB (POMUILIOCTUM,
anTpomOonar) — mpu cuHapome Buckorra-Onapuda, X-ciie-
MJICHHOW TPOMOOLIMTONIECHUH;

— DPUTPOTIOATUH — IIPU BPOXKJICHHBIX aHEMUSIX.

[TannenTtam ¢ neekTaMu KOMIJIEMEHTA Ha3HAYAIOTCS TIperaparsl
PEeKOMOMHAHTHBIX KOMIIOHEHTOB KOMIIEMEHTA (HarpuMmep, HHTHOu-
top Cl-acTepassr nmpu HacneacTBEHHOM aHTHOHEBPOTHUYECKOM OTe-
ke). [Ipu TKUH c gepurnurom amenosmnnesamunassl nepen TT'CK
MPUMEHSIETCS TpenapaT aJeHO3WHJIe3aMHHA3bl, YTO IO03BOJISIET
VIYYIIATE Pe3yJAbTaThl paguKaIbHOW TEPANIUH y TaKUX TAI[UCHTOB.
IIpu TedyeHnn TAXKEIBIX WHOEKITHOHHBIX MTPOIECCOB y MAITUCHTOB C
nedexTaMu (parorruTo3a MOTyT TPUMEHSTHCS TTperapaTsl TaMMa-1H-
TepdepoHa I CTUMYIISIIIUN (arouTapHoi GpyHKITHH.

Jleyenue v NpopuaakTUKA UHPEKIUOHHBIX 0CJI0KHEHUI

Hnst npodunakTuku OakTepHadbHBIX HH(EKUHMH MAUEHTHI C
nedpexramu T-, B-kiieTok, cuHTe3a aHTHTEN, (aronuTo3a, KoMIuie-
MEHTa MOJy4al0T aHTHOAKTEPUATBHYIO TEPANHIO IpenapaTaMy IIu-
POKOT0 CIIEKTpa JAJIUTEIBHO, HEKOTOPBIC MAlUEHThl — MOXKU3HEHHO.
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MoryT uCnonb30BaThbCs KOMOWMHAIIMM aHTHOMOTHKOB. llanmen-
Thl ¢ KOMOMHUPOBAaHHBIMH UMMYHOICHHUIIUTAMH HUMEIOT BBICOKHM
PHCK pa3BUTHSL ONNOPTYHUCTHYECKOW MHEBMOHHH, BbI3BAHHON
Pneumocystis jirovecii, moaToMmy 00s3aTeIbHO IOJKHBI TONYyYaThb
TPUMETONPUM/CYTb(aMETOKCa30J1 B TPOPHIAKTUYECKOH 103€ HA T10-
CTOSIHHOW ocHOBe. [Ipu BBISIBICHHH TOKCHYHOCTH MpPENapaToB HIIN
CHIDKEHHH UX d(pdexkTuBHOCTH (yyalieHne MHPEKITMOHHOH 3a007e-
BaeMOCTH) MMOKa3aHa CMEHa aHTHOMOTHKA. [lalieHTaM ¢ BBICOKHM
PHCKOM TpHOKOBBIX M BUPYCHBIX MH(EKIIMI Ha3HAYAIOTCS IPOTHUBO-
rpUOKOBBIC U TIPOTHUBOBUPYCHBIC MpEnaparsl B MPOQHIAKTHYECKUX
no3ax. [laiueHTsl ¢ XpOHUYECKOM TpaHyeMaTO3HOW O0JIE3HBIO BbI-
COKOUYBCTBHUTENBHBI K I'puOKaM poaa Aspergillus spp., ©M mokazaHo
MpodUIaKTHYECKOE Ha3HAYCHUE MPENnapaToB, aKTUBHBIX B OTHOIIE-
HUW TaHHOHU (QIIOpHI (MTPaKOHA30JI, BOPHKOHA30I).

[Ipu pa3BuTHH OCTPOro HHPEKIIMOHHOTO MpoIecca U 000CTPECHUH
XPOHMYECKOH MH(EKIINN HA3HAYAIOTCSl aHTUMHUKPOOHBIE MTpenapaThl
JUTSI TApEHTEePaIbHOrO (Jyulile BHY TPUBEHHOT0) BBEICHUS: aHTUONO-
THUKH IIAPOKOTO CIIEKTpa KaK MOHOTEpANus MM B KOMOMHALIMH, 110
NoTpeOHOCTH 100ABISIOTCS MPOTHBOIPUOKOBBIE, MPOTHBOBUPYC-
HbIe WJIM MPOTHBOMHUKOOAKTEpHalbHBIE MpenapaThl. YUHUTHIBACTCS
YyBCTBUTEIBHOCTh BbICEBaeMOW (Iopbl. IHTEIBHOCTD JICYCHHUS
COCTaBIISIET He MeHee 7—14 JHel, HO B Ka)K/IOM KOHKPETHOM Cilyyae
OIIpeeNIIeTCsl MHIUBU Y alIbHO.

JleyeHue AYTOUMMYHHBIX, aYyTOBOCHAJIUTE/IbHBIX U
rpanyJjieMaTo3HbIX 0CJIOKHEeHM I

AyTOMMMYHHBIE/ayTOBOCIIATUTEIbHBIE W/WIM  T'paHyJeMaTo3-
HbIE OCJIO)KHEHHUS 4YacTO pa3BuBaroTca y mauuenToB ¢ BJAUW. Ilpu
HEKOTOpBIX (opmax puck poxomut 1o 100% (rpynmna CHHAPOMOB ¢
HMMYHHOH ausperyisuueit). [Ipenapatamu Be1OOpa SBISIOTCS TIIO-
KOKOPTHKOCTEPOHIbI M IIUTOCTAaTHMUECKHE CPEACTBa (METOTPEKCar,
MOQeTHIIa MUKO(EHOIIAT, a3aTHONIPUH, TUKI0(POCchaMuI, ITUKIOCIIO-
PHH, CHPOJIMMYC, canuuuiarel). [IpuMensieTcs xkak MOHOTepamwus,
TaKk ¥ KOMOMHALMK TNpenaparoB. PacrnpocTpaHeHHOH NpaKkTHUKOH
SIBJISIETCS. Ha3HAYCHHE MOHOKJIOHAJIBHBIX AHTUTEN K LUTOKMHAM U
ux penentopam (aHtu-TNF mpenaparsr, UJI-1, UJI-6, NJI-4, NJI-5
U 7p.), iMMyHornoOynuHaMm (aHtu-IgE), curHanbHBIM MoONEKymam
(antu-CTLA4, snyc-kunassl, PI3KD u np.), mapképam mumdonu-
ToB (anTu-CD20). IlpnMeHeHre MOHOKJIOHAJBHBIX AHTUTEN IPH
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HekoTOpbIX (hopmax B/IU siBnsieTcsl maToreHeTHYECKUM JICUCHHEM,
HaIlpuMep JJIsl Tepanuu TPyMHIbl ayTOBOCIAIUTENBHBIX CHHAPOMOB
(Cemelinas cpeauseMHOMoOpcKast nuxopaaka, Cunapom Mapiiana,
Cunapom Makn-Yanica u ap.). [IpenapaTsl yMeHbIIAIOT WM KyIH-
PYIOT BOCTIAJIUTEIbHBIE PEAKIINHY, YTO 3HAUUTEIBHO yJIy4IlIaeT Kaye-
CTBO JKM3HM MallUEHTOB U YMEHBIIAET PUCK PAa3BUTHUS OCIIOKHEHUN
BAUN.

Jleuenne numonponudepaTUBHBIX MPOLECCOB U 37I0KAYECTBEH-
HBIX HOBOOOpa30BaHUH.

HesnokauectBennass aumdonponudepanus MOXKET BO3HHUKATbH
npu B/IU kak nposiBneHue nedexta MMMYHHTETa, & TaKKe Ha QoHe
MH(DEKITMOHHBIX ociokHeHu. MH)ekmonHbIi tumdonponudepa-
TUBHBIN MPOLIECC MOKET Pa3pelIaThCs 0 Mepe JIeUeHUsT HHPEKIUH.
Hnst repanuu nuMdonpoiudepaTuBHOro mpolecca, CBI3aHHOTO ¢
OCHOBHBIM /1¢()eKTOM MMMYHHOW CHUCTEMBI, MCIIOJIB3YIOTCS TIIOKO-
KOPTUKOCTEPOUIbI, IUTOCTATHUKH, B YACTHOCTH HHIHOUTOPH m-TOR
(cuponumyc), a TakKe aHTHJIMMQOLUTAPHbIE MOHOKJIOHAJIbHBIC
aHTHUTENA.

Puck pa3BUTHS OHKOJIOTMYECKUX OCJIOXKHEHUW IPU HEKOTOPBIX
¢dopmax BN nmocruraer 80-100%. Tepanusi mpUHUMIIUATIBHO HE
OTJIMYAETCs] OT CTAHJIAPTOB, MPUHATHIX B OHKosoruu. OjHaKo, Cy-
LIECTBYIOT HEKOTOpbIe ocoOeHHOCTH Tepanuu npu BJAM ¢ xpomo-
coMHbIMU TonomMkamu (Cunnpom Huiimeren, Cungpom Jlyu-bap,
Hedunut JITHK-turaser 4, Anemust @ankonu). 13-3a BRICOKOTO pricka
BBI3BIBATH XPOMOCOMHBIE abeppalyy mpenapaTsl HEKOTOPBIX TPy
00 He MPUMEHSIOTCS B CXeMax Tepanuu, JU00 J03bl UX CHHKa-
[0TCsl. DTO alKWIMpyole areutsl (nqukiaodocdamun, mendanan,
upochamun, OycynbdaH U JAp.) U aHTUMETAOONHUTHI (a3aTHOIPHH,
MEpPKaITOIYpUH, METOTpEKcaT U Jp.). Takke U3 KJIACCHUECKUX CXEM
HCKJIIOYAETCs JIyueBas Teparusl.

Baknunanusa nanuenton ¢ BJ[.

— BBenenue K1BBIX BaKIIMH MPOTUBOIIOKA3aHO.

— BBenenue HHAKTHBUPOBAHHBIX, TEHHO-MH)KEHEPHBIX BaKIIMH H
AQHATOKCHHOB HE MPOTUBOIOKA3aHO U HE COIMPOBOXKIAETCS IIO-
CTBAKIIMHAJIBHBIMHU OCIOKHEHHUSIMHU.

— Baknunarus 9acto He MPUBOAUT K (POPMUPOBAHUIO CTOHKOTO
WMMYHHOTO OTBETa, TEM HE MEHEee PEKOMEH]IYeTCS] MHOTHMH
HEeHTpaM# (BO3MOKHOCTH BBHIPAOOTKH MHHHMAIBHOTO KOJIHYe-
CTBa aHTHUTET).
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— C 0CTOPOXXHOCTBIO ClIEyeT MPOBOANTH BakIMHauo npu BN
CO CKJIOHHOCTBIO K Pa3BUTHIO Ay TOUMMYHHBIX OCJIOKHEHUH.
— Baknunamnus, nposeaennas 1o TI'CK, «amnynupyetcs» mo-
cJIe IPUKUBIIEHUS IOHOPCKUX KJIETOK, TPAHCIUIAHTAT HE Iepe-
JTaeT PEIUNHUEHTY JOHOPCKUX aHTUTEN (TpaHCILIAHTHUPYIOTCS
CTBOJIOBBIE KJIETKH), MOATOMY ManueHTy nocie ynaanoit TI'CK
HEoOXo/lMMa BaKLMHAIMS 110 MHIWBUIYaJIbHOMY KaJIeHAapo,

MIPOTHBOIIOKA3aHO BBEICHUE KUBBIX BaKIIMH.

KPUTEPUU JUATHOCTUKU HAUBOJIEE YACTO
BCTPEUARKOIIUXCA ®OPM BPOXIEHHbBIX JE®EKTOB
NMMYHHUTETA

Hawubonee MHOrOYKCIICHHAS TPYIINA MAIMEHTOB OTPaHUYUBACTCS
HECKOJILKMMU XOpoIio onucanHbiMu Gopmamu BJIU. Jlanee Oyxer
JlaHa KpaTKas XapaKTEePUCTHUKA U KPUTECPUU AUATHOCTHKH JAHHBIX

hopm.

I/IMMyHOI[e(l)I/IIIHTBI C )Ie(l)eKTaMI/I KJICTOYHOI'O U TYMOPAJBHOT0
HMMYHHUTETA

Tasicenvie KOMOUHUPOBAHHBIE UMMYHOOEDUUUMBL

Tsoxensie komOnHUpoBanuble MMyHoAepuuuThl (TKUH) aBis-
I0TCSl IOCTaTOYHO YacTBIMU cpenu Bcex (popM MMMYHHOW HeoocTa-
TOYHOCTH Y 110 JaHHBIM PErUCTPOB €BPONEHCKUX CTPaH, I7Ie XOPOILO
pasBUTa X PaHHSS IUArHOCTHKA, cOCTaBIAOT 10 40% oT olmero
qycia NepBUYHbIX UMMyHonepuuToB. Pazsutue TKMH cBsizano ¢
FeHeTUYECKHUMH JeeKTaMH MOJIEKYJI U NMPOTEHHOB, BOBJICUCHHBIX
B mporecc cozpeBanus u nudpdepenuupoBku T-mumpounTtos. B 3a-
BUCHUMOCTH OT T'€HETHYECKOro nedekTa, HapyllaeTcs CO3peBaHUE
u nuppepenuupoBka B-mumdonutoB u NK-kineTok, ¢ yem CBSI3aHO
(opmupoBaHue pa3HbIX UMMYHO(pEeHOTUIIOB Y 60onbHBIX TKUH.

HawnbGonee wacto BcTpewaercs X-cueruieHHas (opma TKUH,
CBsi3aHHas ¢ Ae(DEKTOM T'eHa OOILIel Y-LenH pelenTopa MUTOKUHOB!
WJi-2, Wi-4, WJi-7, -9, WUJI-15, NJI-21. JledekTsl mpoBeneHUs
CHTHAJIOB OT IIUTOKMHOB — OCHOBHBIX POCTOBBIX U Au(depeHunpo-
BOUHBIX (pakTOpoB T-TMMQOIUTOB, HapyIIaeT UX CO3peBaHUE. DTa
¢opma TKMH xapaktepu3yeTcsi MOYTH HOJTHBIM OTCYTCTBHEM 3pe-
aeix T- u NK-knetok B nepudeprnueckoidl KpoBH, MPH 3TOM CO3pe-
Banue B-mumdonutoB He Hapymeno (mmmyHopenotun T-B+NK-).
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[opo6usiit penorun (T-B+NK-) popmupyercs npu nedexrte reHa
Janus-kuna3zbel-3 (JAK3), yyacTBytoliel B MpOBEICHUN CUTHAJIOB OT
pELenToOpOB MUTOKMHOB, a TaKXKe Je(eKTe reHa O-LelHu pernenTopa
WJI-7 (IL7Ra).

Bropoii mo gactore ssusercs popma TKHUH ¢ nedexkrom renos
pexomOuHa3 RAG1/RAG2, yyacTByromux B mporeccax peKkoMOnHa-
uuu TeHoB T- u B-KJIETOYHBIX PEUENnTOpPOB ¥ MMMYHOIJIOOYJINHOB.
Hapymaetcst cozpeBanne n auddepenunporka T- u B-mumdonu-
ToB. Berpeuatorest pasubie Bapuantsl gedunuta RAGI/RAG2: HoB-
cenc-mytaunun RAGI/RAG2 mpuBOAST K MOJTHOMY OTCYTCTBHUIO
ofHOi M3 pexomOuHa3 u ¢opmupoBanuio ¢enoruna T-B-NK+ ¢
TSOKENBIMH  KIIMHUYECKUMHU TposBieHusaMu. [lpu muccenc-myTta-
nuax QyHKOHs Oefka YacTUYHO COXpaHeHa. DTO MPUBOIUT K He-
MPaBUJIBHOMY CO3PEBaHMI0 T-TUMPOIUTOB U (OPMHUPOBAHUIO
OJIUTOKJIOHANBbHOW momynsunu T-knetok. OHU mponudepupyror B
nepudpepudecknx TUMQOUIHBIX OpTaHaX W UMEIOT ayTOoarpeccHB-
HYIO HaIlPaBJIEHHOCTh. Y nmanuenTta GopMupyeTcs GEHOTHI CHHAPO-
Ma OmenH, T+/- B- NK+ TlonoOHble HapymieHHst HA0MIOAAI0TCS [IPH
nedeKTax reHOB IPYTUX MPOTEMHOB, TAK)KE BOBJICUEHHBIX B IPOLIEC-
cbl pekoMmOuHanuu (Artemis, Cernunnos, DNA Lig 4).

Hedexr rena aneHozunaesamuHasbl (ADA) TmpuUBOIUT K Hapy-
LICHUIO CO3PEBaHMS BCEX KIJIETOK JMM(OHUIHOIO POCTKA, MAIlHEHTHI
nmeroT uMmyHodeHotun T-B-NK-.

Hapymenne koneunsix stanoB auddepenunposku T-mumdornu-
TOB, MPOIIECCOB CEJIEKIMU KJIETOK B TUMYCE U NMPE3eHTALHUH aHTH-
rera opmupytorcs B pesynsrare nedextos reros MHC I, MHC 1.
[Tpu nannom Bapuante TKMH numdounts! B nepudepudeckoii kpo-
BU TalMEHTA MPECTaBICHbl HAMBHBIMHU, HE()YHKIIUOHATBHBIME T- 1
B-knetkamu (T+B+NK+ — denoTumn).

Kpurepun nmarHoza HECKOJIBKO OTJIWYAIOTCA IPU PA3TUIHBIX
(dbopmax, oJHAKO OOLTUMU MpHU3HAKAMH OOJBIIMHCTBA U3 HUX SIBIIS-
I0TCS: THIOMIIA3us JIMM(POUTHON TKaHU, TUMQOMEHUs, CHIKEHHE
konuyectBa T-mumdorutoB (CD3+), cHuKEeHNE KOHUEHTPAUH ChI-
BOPOTOYHBIX HMMYHOTJIOOYIMHOB, cHIbKeHHe YpoBHsI TREC, panHee
HAYaJo TSKEJIBIX HHPEKIUH.

Knunndeckue nposisnenus. st 6onbabix ¢ TKIMH xapakrepHo
paHee, B TEepBbIe HENEIU U MECSIbl KU3HU, Hadalo KIMHUYECKUX
MpOSIBIIEHUN 3a0oeBaHMs B BHUJIE YIOPHOM auappeu, OakTepu-
AJBHBIX U I'PUOKOBBIX MH(MEKUIUN KOXKH U CIM3HCTBHIX, MPOrPECCH-
pPYIOIIEro MOpaXXeHHs] PECHUPATOPHOrO TpaKTa, MHEBMOIMCTHBIX
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[THEBMOHHH, BUPYCHBIX MH(DEKIUH, THIIOTIA3UN JTUM(POUTHON TKa-
Hu. XapaktepHo pazputue BIXK-unpexnun nocne BakuuHamuu. Ha
(hoHe TsKeNbIX HHDEKIUH pa3BUBaeTCS OTCTaBaHUE B (PU3UYSCKOM
U MOTOPHOM Pa3BUTHUM, OAHAKO CIEAYET IOMHHUTB, UTO J1aKe€ MPH Ha-
nuunn TKUH y mnaneniieB He cpa3y pa3BUBAIOTCS BCE BBINICTIEpPE-
YHUCJIEHHbIE CHMIITOMBI, M B T€4eHUE 2—6 MecsLIeB OHU MOTYT PacTH
Y pa3BHBAThCs MOYTH HOPMaJIbHO, 0COOCHHO eciu mpuBuBKa BI[XK
He Oblna cnemana. s guarnoctukun TKUH orpomHoe 3HaueHwme
HUMEIOT JIaHHBIE HACJIEACTBEHHOI O aHaMHE3a, a TAK)KE PaCIIUPEHHBIN
HEOHATAJIbHBIN CKPUHUHT — HAOJI0IaeTCS KPUTUYCCKOE CHUIKCHUE
ypoBHs TREC, camxenne ypoast KREC 3aBHcHT OT TeéHETHUYECKOTO
nedexra.

VY manueHToB ¢ cuHApOoMOM OMEHH MOMHMMO BBIIIEONHCAHHBIX
MPOSIBIICHUN (POPMHUPYETCsI MOPaKEHUE KOXKH B BHJIE SPUTPOJACPMHUH,
OyJIJIe3HBIX N3MEHEHUH, KOPOYEK Ha BOJIOCUCTON YacTH TOJIOBHI. Tak-
e XapakTepHa JuMQaIeHOnaTus, TernaTo-CrIeHOMETalus, ay TOUM-
MYHHBIE OCJIOKHEHUS.

Jleuenne. EnnucrBennbiM criocoooM sieyenus TKUH sasisercs
TPaHCIUIAHTALUSI TE€MOMOITHYECKUX CTBOJIOBBIX KIJIETOK. 3aMECTH-
TeJbHAsl Tepanus HMMYHOTJIOOYJIWHOM JUISS BHYTPUBEHHOTO HIIH
MOAKOKHOTO BBEJICHHS, WHTEHCHBHAs aHTUOAKTEepHallbHas, IMpO-
TUBOTPHOKOBAst U MPOTUBOBUPYCHAS TEpAIHs MPOBOASTCA JIECTSIM C
TKHWH, crpanatomnm nHpexnusMu B nepuoj noarotrosku k TT'CK
u noucka ponopa. IIpu ycranosnenun nquarnoza TKUH, mnanennes
MOMEIIAIOT B CHIEIMATN3UPOBAHHBIE THOTOOMOJIOTHUECKUE OOKCHI.

Tunep IgM cunopom

CUHIpOM TMpeAcTaBiisieT TPYMIY OTACIbHBIX 3a00JeBaHUN CO
CXOAHBIMU KJIMHHYECKUMHU (M (EHOTHITMYECKUMH) TPOSBICHHS-
mu. B 70% cnyuasx 3a0oieBaHHE HAcIEAyeTCs X-CIEIUICHHO, B
OCTAJIBHBIX — ayTOCOMHO-PELECCHBHO.

Mornekynsipabie qedekTsl. ['eneTrnueckuii qedekt, 00HapyKEHHBIH
npu X-cueriennoit popme (HIGM1 — Hyper IgM syndrome 1), 3a-
KJII0YaeTCs B Halnuuu MyTanuu B rene CD40-muranaa, sKCrpeccu-
pYIOIIErocs Ha aKTUBUPOBaHHBIX T-muMmdonuTax. B3anmoneiicTrue
CD40-nuranna va T-kiretkax u peuentopa CD40 na B-numdonurax
HEOOXOIMMO IS OCYIIECTBIICHUS IEPEKIIOYCHU ST CHHTE3a H30TUIIOB
MMMYHOTJI00yniHOB. K HacTosmemMy BpeMEeHHU BBISBJICHO elle He-
CKOJIBKO TEHETHYECKUX Ne(EKTOB, TPUBOIAIINX K PA3BUTHIO ayTO-
COMHO-PEIECCUBHBIX (hOpM 3a00JICBaHUSI.
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Kpurepun nuarnoza. OCHOBHBIM KpUTEpHUEM aAMarHosa rumnep [gM
CHUHJpOMa SIBJISIETCS PE3KO€ CHHIKEHUE KOHIIEHTpALUH CHIBOPOTOY-
HbIX 1gG n IgA nmpu HOpManbHOM MIIM BBICOKOM cojepxaHuu IgM.
KonuvectBo uupkynupyrouux B-kaerok (CD19+) — HOpMmanbHO.

Knunnueckue npossnenus. ['nunep IgM cunapom xapakrepusyer-
Csl IOBTOPHBIMH MH(EKIUSIMH, ayTOMMMYHHBIMH PacCTPOHCTBAMH,
BBICOKOM YacTOTOM OHKOJOIMYECKHX OCJIOXKHEHUH M TeMaToJlo-
TUYECKUMHU HapylleHusMU. [lepBble KIMHUYECKHE MPOSBICHUS Y
OONBIIMHCTBA OOJBHBIX OTHOCSATCS K MJIQJICHYECKOMY U paHHEMY
JETCKOMY Bo3pacTy. Ha mepBoM MecTe CTOSAT MOpaKeHUs pecru-
paTopHOro TpaKTa, MPEACTaBICHHBIE CHHYCHTaMH, OpOHXHUTaMHU
1 mHeBMOHMSAMHU. Tak Kak mpu 3Toi GopMe MMMyHOAeDHUIUTA CY-
LIECTBEHHO CTpaJiaeT AJIMMMHAIMSA BHYTPHKJIETOUYHBIX MAaTOTE€HOB,
TSDKEIbIe TMOpaKeHUs JITKMX BBI3BIBAIOTCS Pneumocyctis jirovecii,
a KeNyJ04YHO-KUIIEYHOr0 TpakTa — KpunTocrnopuausiMu. Cepbes-
HYyI0 npobnemy npu runep IgM cuHIpoMe MpeACTaBIsSIOT racTpo-
SHTEpOJIOrHuecKre HapyuieHus. Kpunrocnopuanos siBiasieTcs o1HOM
13 NPUYMH HEaJeKBAaTHOI'O BOCMAIUTEIBLHOIO OTBETA C Pa3BUTHEM
SI3BEHHOT'0 MOPa)KEHHUsI XKETyTOUHO-KUIIIEYHOI'0 TPAKTa U CKJIEPO3U-
PYIOLLIET0 XOJIAaHTUTA.

Hapsny c¢ mndexkuuonusiMu, npu runep IgM cuaapome dacto
pasBuBalOTCs HeMH(EKIMOHHBIC, B TOM YHUCJIE ayTOMMMYHHBIC, Ha-
pYILIEHUs, KOTOPble HEPEIKO MPOTEKAIOT TSKEJI0 U YXYyALIAIoT Mpo-
r'HO3 3a00J1eBaHus. Y OONBIIMHCTBA OOJIBHBIX BBISIBISIIOTCS T€ WIIH
HHBIE TE€MaTOJIOTHYEeCKHEe HapyllleHus (TeMOJUTHYEeCKas aHeMUs,
HEHTpONEHUs, TPOMOOIIUTONICHHS]) U Ay TOMMMYHHBIE PacCTPOHCTBA,
TaKHe KaK CePOHETaTUBHBIN apTPHUT, IIIOMEPYJIOHEPPHUT.

Jleuenne. llpumeHnsercs TpaHCIJIAHTALMSI Te€MOIMO3THUYECKUX
CTBOJIOBBIX KJIETOK, IIpH HeBo3MoxkHOcTH npoBeaeHus TI'CK maru-
SHTBI MOJTyYal0T 3aMECTHTEIBHYIO TEPAINI0 UMMYHOTIO0yTNHAMM,
AHTUMHUKPOOHYIO MPODUIAKTHUECKYIO TEPAITHIO.

I/IMMyHOI[e(l)I/IIIHTI)I C aCCOUMMPOBAHHBIMHA HJIA
CHUHAPOMAJBbHBIMHU NPOSABJICHUAMU

Cunopom Buckomma-Onopuua

Cunnpom Buckorra-Ongpuua (CBO) 3to — X-cuenieHHoe Ha-
CIIEZICTBEHHOE 3a00JIeBaHMe, XapaKTepusyrlleecs KOMOWHHUPOBaH-
HBIM HMMYHOAC(QHUIINTOM, COYETAHHBIM C TPOMOOIIUTONCHUEH H
9K3EMOH.
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Monekynsipusiii nedext. Cunapom Buckorrta-Onppuua pas3Bu-
BaeTcsl B pe3yiprare myrauuu reHa WAS, xoaumpyromero 0enok
WASP, koTopslif NpUHUMaeT yyacTHe B MOJUMEpPU3AIUU aKTHHA U
¢dopmupoBanuKM nHUTOCKeNeTa kjieTku. OrtcyTtcTBHe Oenka WASP
B nuMdouuTax U TpoMOOIuTax OOJBHBIX MPUBOIUT K Pa3BUTHUIO
TPOMOOIMTONCHNH, HapyIICHHIO (QYHKIUH T-KIETOK U PeryJsiuu
CHHTE3a aHTHUTE.

Kputepuu auarsosa: TpOMOOIMTONCHUSI B COYETAHUU C IK3EMOH y
MJIaJICHIIEB MY KCKOTO M0J1a, YMEHBIIEHHE Pa3MepOB TPOMOOIIMTOB,
HaJM4YMe CEMEHHOr0 aHaMHe3a, HHPEKITMOHHBIC OCIOKHEHHSL.

Nmmynonornueckue mamenenus: npu CBO mpencrtaBieHsl THM-
¢orenueli, B OCHOBHOM 3a cueT T-TUMQOIUTOB: CHUKECHUEM (DyHK-
LIMOHAJIBHOM aKTHBHOCTU T-KJIETOK, NMEpBOHAYAIBHO HOpPMAaJIbHBIN
YPOBEHb CHIBOPOTOYHBIX UMMYHOTJIOOYJIMHOB 3aT€M MPOTrPECCHBHO
CHIDKaeTcs (B MepBYIo odepenp 3a cueT [gM), HapylieHa NpoayKIus
AHTHUTEI, 0COOCHHO K MOJIHCaXapUaHBIM aHTUTCHAM.

Knunnyeckue mposiBieHUs B BUJE I'€MOPpParu4eckoro CHUHIpPO-
Ma (HEpeAKO OYEHb TSKEJIOr0), SIK3eMbl U MOBTOPHBIX, KaK MPABUIIO
HEOOBIYHBIX (TSIKEJIbIe repreTHYecKre HH(PEKINU, THEBMOIMCTHEIC
MTHEBMOHHH) M IJIOXO MOJAAIOLIUXCS Tepanuu O0aKTepHalbHbIX WH-
(dexuni, HAaYMHAIOTCS B MJIAJICHUSCKOM WJIM paHHEM JETCKOM BO3-
pacte. Kpome nHMEKIHMOHHBIX TPOSBICHWUH, BO3MOXKHO pa3BUTHE
ayTOMMMYHHBIX pacCTPOUCTB B BH/I€ Ay TOMMMYHHBIX [IUTONEHUH —
FEMOJIMTUYECKOM aHEMUH, HEUTpolneHuU. DEeHOTUIINYECKAST TPOM-
OOLIMTONICHUST MOXET yCyTyONAThbCS ayTOMMMYHHBIM IMOpaskeHHEM
TPOMOOITUTOB.

VY GonbHbIX ¢ CBO TOBBILIEH PUCK Pa3BUTHUS 3JI0KAUECTBEHHBIX
HOBOOOpa30BaHUI.

Jleuenne. EQUWHCTBEHHBIM KYypaTHBHBIM METOJOM H3JICUEHUS
6onbHbIX ¢ CBO sBusiercs TI'CK, oqHako, y4uThIBass OTHOCHTEb-
HYIO COXPaHHOCTH KJIETOUHOTO MMMYHHUTETA, /I IPOBEACHU S TaKOH
olepanuu, OHM TPeOYIOT JKECTKOro peXHMa KOHIUIMOHUPOBA-
HHUSI, YTO YBEIMYHMBAET PUCK MOCTTPAHCIUIAHTAIIMOHHBIX OCJIOKHE-
Huii. [Ipu orcyrcTBun Bo3mokHocTH TI'CK mokaszaHo mpoBesieHue
CIUIEHIKTOMUH, TaK KaK 3TO MPUBOJUT K 3HAUUTEILHOMY YMEHBbIIIe-
HUIO FEMOPParuyeckoro CUHApoma (OUeBUIHO, U3-3a UCUE3HOBEHU S
marjapMa B KOTOPOM MPOUCXOJUT MaccoBasi rUOeb JeEKTHBIX
tpomOonuToB). [lepen cruieH3KTOMUEH HEOOXOAMMA BaKI[UHAIUS
OT NTHEBMOKOKKa. Llenbi0 BakIMHAIMN SBIAETCS yMEHbIICHHE PH-
CKa pa3BUTHA (HaTaIBHOI'O0 MHEBMOKOKKOBOI'O CETCHCA, K KOTOPOMY
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CKJIOHHBI BCE MAIlMEHTHI, IEPEHECIINE CIIeHIKTOMHI0. Kpome Toro,
HEOOXOIMMa MOCTOSIHHASI Tepanusi MPOTHBOITHEBMOKOKKOBBIMHU aH-
THOMOTHKAMH (AaHTHOMOTHMKHM NEHUUMJUIMHOBOTO psana). OmgHaxo,
HEOOXOAMMOCTh IMPOBEACHUS CILUICHIKTOMHH B HACTOSIIIEE BpEMs
criopHa. {111 KoppeKuuu TpoMOOIIMTONIEHUH BO3MOXKHO PUMEHEHHE
aroHMCTOB PELENTOPOB TPOMOOIIOATHHA, KOTOPBIE YBEIMYUBAIOT 00-
pazoBaHue TPOMOOLIUTOB.

[Tanmentsl ¢ CBO HyX7aroTcss B peryiasipHON 3aMecTUTEIbHON
Tepanuyu UMMYHOTIIO0YTMHOM, TOCTOSTHHOM MpoduIaKkTHYecKon aH-
THOAKTepUANBHON (TPUMETONPUM/CYIb(PaMETOKCa30), MPOTHBOBHU-
PYCHO# U MPOTHUBOTPUOKOBOW Tepanu.

Js 1edeHunss ayTOMMYHHBIX PACCTPOMCTB, B TOM YHCIE JOKA3aH-
HOW MMMYHHOW TpOMOOLUTONEHNH (0COOEHHO BO3HHUKILIEH Mocie
CIUIEHIPKTOMHUH) UCHONb3YIOTCS TIIOKOKOPTHUKOU/BI, a3aTHONpPHH,
nukiocnopr A. HeoOxoamma cuMnToMaTHUECKast TEPaus S9K3eMbl
U APYTHUX aJjIepruyeckux 3a00eBaHUM.

BoiapHBIM  MPOTHBOINOKA3aHbl ~ BHYTPUMBIIIEYHBIE  MHBEK-
LUM U3-32 OIACHOCTH Pa3BUTUsS I'€MAaTOM C MOCIEAYIOIUM HX
HHOHUITIPOBAHHEM.

[lepenuBanus TpoMOOIMTapHONW Macchl MPOBOASTCS TOJBKO IS
KYNHUPOBaHUS TSAKEIBIX KPOBOTCUCHHUH MTPH HEDPPEKTUBHOCTH JIPY-
TUX METOJIOB TEPAIUU.

IToka3zaHa BakUMHALMS WHAKTUBUPOBAHHBIMU BaKIMHAMHU U
AHATOKCUHAMHU.

Cunopom Huiimezen

Cunnpom Hwuiimeren oTHOCHTCS K IpyIHIe CHHIPOMOB C XpOMO-
COMHBIMH TOJIOMKAaMH, XapaKTepU3yeTCss HaJIuuueM y OOJIBHBIX
MUKpoueda Iy, XapakKTepHbIX YepT JHIa, IMMyHoAeuIuTa U 1o-
BBIIIIEHHOW CKJIOHHOCTBIO K 3JI0Ka4YeCTBEHHBIM HOBOOOPA30BaHHUSIM.

MornekynsipHblid leekT 3akitodaercs B MyTanuu reHa NBN,
Konupytomiero 6eixox HuOpuH. HubpuH npuHUMaeT y4actue B BOC-
CTaHOBJIEHUU AByHUTEeBBIX pa3pbiBoB JIHK. Jedunut wHuOpuna
MPUBOJIUT K TOSBJICHHIO XPOMOCOMHBIX abeppaunuii U pa3BUTHIO
KOMOMHHUPOBAHHOTO UMMYHOJIC(HIINTA, XapaKTEepPHU3YIOLIErocsi Ha-
pymenueM GyHKuui T-KJIETOK M CHU)KEHUEM CHHTE3a UMMYHOTJIO-
OynuHoB. KOHIEHTpaly ChIBOPOTOYHBIX HMMYHOTIJIOOYJIHHOB Y
OOJNBHBIX ¢ cMHApOMOM HuliMereH koneOmroTes 0T CyOHOPMaIbHBIX
3Ha4YeHMH 10 arammarioOyianHeMuu. Hapymiena npoaykuus cremu-
(UYecKrx aHTUTEL.
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Kputepun amarsnoza. Muxponedanns, UMMyHOASHUIIUT, CKIOH-
HOCTb K OHKOJIOTMYECKHUM OCJIO)KHEHHSIM, TOBBIIIEHHAs JIOMKOCTb
XPOMOCOM.

Knunanueckue nposiBieHusi. Y OONBIIMHCTBAa OOJBHBIX Pa3BHBa-
I0TCSl pa3nyHble HH()EKIMOHHBIE OCJIOKHEHUSI — MOBTOpPHBIC Oak-
TepuajbHble, BUPYCHbIE U IPHOKOBbIE MHPEKIUU PECIHPATOPHOTO
U JKeITYAOYHO-KHMIIEYHOTO TpPaKTa, MSTKUX TKaHed. XapakTepHa
MuKpouedaaus, BpOXKIACHHbIE MOPOKM pPa3BUTHs (aTpe3usi aHyca,
MOJIUJAKTHIINS, TIOPOKH MOUEBBIBOJSIIEH CHCTEMBI), XapaKTepHbIE
4epThl JHLA («OTHYHE» MOpoduiIb, OTTONBIPEHHBIE HHU3KO MOCa-
JKCHHBIC YIIM, PETPOTHATHS HIKHEH YEIIOCTH, THIEPTEIOpU3M),
3a/lep)KKa TCUX0-MOTOPHOTO Pa3BUTHS, WHTEJUIEKTYaJIbHBIE Hapy-
meHusi. O4eHb BBICOKHMH PUCK Pa3BUTHS 3JI0KAYECTBEHHBIX HOBOO-
OpazoBaHMi{, CpeAr KOTOPHIX HAaWOOJBIIUN MPOLEHT COCTABISIOT
TUMQOMBI.

Jleuenue. [pumensiercs TI'CK mist xoppekunu uMMmyHoaehu-
uuTta U npoduiaakTukd aumMdom. OgHAKO, JaHHBIM METOI HE BIU-
sieT Ha MHTEJUIEKTyanbHbIi 1 MoTopHBIH Aeduuut. Ecnin TI'CK ne
MPOBEJICHA, MAIMEHTHI MOJYyYal0T 3aMECTUTENBHYIO TEpanmuio HM-
MYHOTJIOOYJIMHOM /iJiE  BHYTPWUBEHHOTO/TIOJIKO’KHOT'O ~ BBEJICHHUS,
AHTUMHUKPOOHYIO TpOQHIAKTHYECKYI0 Tepanuio. [lpu JedeHun
3]I0Ka4eCTBEHHBIX HOBOOOPA30BaHUH B CBSI3U C PHUCKOM (OPMHPO-
BaHMS XPOMOCOMHBIX TIOJIOMOK HE MCIIOJIb3yeTcsl JiydeBasl Tepa-
MHsl, @ TaK)K€ COKPALIAIOTCS /J103bl AJIKUIMPYIOLUIUX MPEnapaToB U
aHMMeTa0O0IUTOB.

BaxxHo 3HaTh, 4TO AJIsI TUATHOCTUKHU OCJIO)KHEHUW JaHHOTO CHH-
Jpoma HeoOXoAMMa MUHUMHU3ALUs Ty YeBBIX METOIOB 00CIIEIOBAHUSI.

Amaxcus-meneanzurxmasusn (Cunopom Jlyu-bap)

Artakcug-teneanrndkrasus (A-T) — cunapom Jlyu-bap, 310
CHUHJIPOM C ayTOCOMHO-PELECCUBHBIM THUIIOM HACJIEAOBAHUS, Xa-
PaKTEpU3YIOIIMNCA TPOrPECCUPYIONIEH MO3KEUKOBOM aTaKCHEM,
NOSIBIICHUEM MEJIKMX TeJICaHTUIKTa3ui, 0cOOEHHO Ha OyiIbhOapHBIX
KOHBIOHKTHBaX, U KOMOMHUPOBAaHHBIM HWMMYHOAC(HUIIUTOM, IMPH-
BOJSIIMM K TSDKEIBIM OaKTepHallbHbIM WHQEKIUSM pecupaTop-
HOIO TPAaKTa U IOBBIIIEHHONH YaCTOTE Pa3BUTHUS 3JI0KAUYECTBEHHBIX
HOBOOOpa30BaHUM.

Mornekynsipubiii edext: mytanuu rena ATM, konupytomiero oe-
JIOK, yYAaCTBYIOIIUNA B penapanuu JByXuenodyedHsix pa3peisos JJTHK
U PEryJsALMU KJIETOYHOIO IIUKJIA.
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Kpurepun nuarnoza. CoueTanue MO3KEUKOBOW aTaKCUU C KOHb-
IOHKTHUBAJIBHBIMU TEJE€AarndKTa3usMM M TOBBIIIEHHBIM YPOBHEM
anbdaderonporenHa.

XapakTepHbIMH HMMMYHOJOTMUYECKUMH H3MEHEHUSIMU Y OO0Jb-
HbIX ¢ A-T ABISIOTCS HAapyIIEHUs KJIETOYHOIO UMMYHHUTETA B BUJE
CHIDKEHHSI KOJH4YecTBa T-TUMQOLIUTOB, MHBEPCHH COOTHOIICHUS
CD4+/CD8+, B ocHOBHOM 3a cueT cHukeHust CD4+ kietok, u GpyHk-
LIMOHAJIBHOM aKTUBHOCTH T-kjeTok. Co CTOpPOHBI KOHIEHTpAlHH
CBIBOPOTOYHBIX MMMYHOIJIOOYJIMHOB Hanboiee XapaKTepHBIMU H3-
MEHEHUSIMU SIBIISIIOTCSI CHUKEeHME uiu oTcyTerBue IgA, 1gG2, 1gG4
u IgE, pesxe BBISIBISIIOTCS KOHLIEHTPAIIMH UMMYHOTJIOOYTHHOB, OTH3-
KM€ K HOpME HJIM JUCHUMMYHOTJIOOYJIHMHEMHUH B BUJAE PE3KOTO CHU-
xenus IgA, IgG, IgE u 3naunTensHoro nopsimenus IgM, npuyem
€ro MoJIeKysa OOBIYHO HETOJIHOIIEHHA U MTPeJICTaBIeHa MOHOMEPAMH.
XapaKTepHO HapyLICHUE aHTHTEI000pa30BaHus B OTBET HA TOJIKCA-
XapHUaHbIC U OCIKOBbIC AaHTHTCHBI.

Knunnyeckue nposiBIEHHS MOTYT CYIIECTBEHHO OTJIMYAThCS Y
pasHbIX O6onbHBIX. [Iporpeccupyromas Mo3KeYKoBasi aTaKCHs U Te-
JICaHTUAIKTA3UH (KaK BUJHO U3 KPUTEPUEB AMArHO3a) IPUCYTCTBYET Y
Bcex. CKIIOHHOCTh K HH(EKIHSIM KOJIEOIEeTCsl OT OYEHb BBIPAKEHHOM
JI0 BecbMa yMepeHHOM. O4eHb BBICOKA 4acTOTA PAa3BUTHS 3JI0Kade-
CTBEHHBIX HOBOOOpa30BaHUM.

Jleuenune. MetonoB uzneuenusi A-T 10 HACTOSIIETO BPEMEHU HE
paspabotano. bosnbHbIe HYXAalOTCs B MalJIMATUBHOW Tepanuu He-
BpPOJIOTUYECKUX pacCcTpoiicTB. B ciyuae BBISBIEHUS CEpPhE3HBIX
WMMYHOJIOTHYECKMX WM3MEHEHHU W/WMIM XPOHUYECKHX WM pelu-
JUBUPYIOMIUX OakTepHalbHBIX HH(MEKUUH TOKa3aHa aHTHOaK-
TepuasbHass Tepanus (IIUTEIBHOCTh OIPEAETAeTCS TAXKECThIO
UMMYyHOAEeDUIIUTA U WHPEKIUH), 3aMECTHTEIbHAS Tepanusi HMMY-
HOTJIOOYJIMHOM JIJ1sl BHYTPUBEHHOT'O MJIH TTOJIKO’KHOT'O BBEICHUS, T10
MOKa3aHUsIM — MIPOTUBOTPHOKOBAsI U POTHBOBUPYCHAs Tepanusi. B
cllyyae pa3BUTHS 3JI0Ka4eCTBEHHBIX HOBOOOpPAa30BAHMI TaKTHKa Te-
panuu cxoxa c TakoBod npu Cunapome HuliMeren. Munumuzanus
JIy4eBBIX METO/IOB 00CIIeIoBaHN TaK)kKe HeoOXoauma.

Cuopom Jlu/[ncoporcu

Cungpom duJ»KOpaku OTHOCUTCS K TPYyTIIE BPOXKICHHBIX 3200-
JIEBaHUH, CBSI3AHHBIX C MATOJIOTHEN 22 XpOMOCOMBI. XPOMOCOMHBIE
aHOMaJIMH, 3aTparuBaromue 22 XxpoMocomy: Tpanciaokauuu 21 u 22
XPOMOCOMBI, TIPH KOTOPBIX XPOMOCOMHBIM MaTepuan uAeHTHOUIHU-
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pyeTcs Ha AJIMHHOM Ijieye 22 XpOMOCOMBI; TPAHCIOKAIMK C KOPOT-
KOT0 TjIe4a XpOMOCOMBI Ha JUTHHHOE (22p Ha 22q); 1 HanboJiee 4acTo
BcTpevaroTes aeneruu 22q11.2 6e3 XpOMOCOMHBIX peappaHkKHpPOBOK.
HedexTbl mpUBOIAT K Pa3aMYHbIM KINHUYECKHM BapuaHTaM, acco-
LUUPOBAaHHBIM C YBEIWYEHHEM WJIM YMEHBIIEHHUEM T'€HETHYECKOIrO
MaTepuaa:

— cunapomsl u/lxopmkn/BenokapanopanialbHblii CHHAPOM
(DGS/VCES),

— CATCH22 (mopoku cepana, JTUIEBbIe aHOMAJTUU, THIIOIIA3HUS
THMYca, pacIleIMHbI HEOA, TUIIOKAJIBIIUEMHST),

— CHARGE cungpom (komoOoma, TIOPOKH CEpIla, arcHe3us
X0aH, 3aJlepKKa pOCTa W Pas3BUTHS, THIOIUIA3UA TEHUTAINH,
AHOMAJINH yXa WJTU TITyX0Ta)

— CHHJIPOM «KOILAYbEro Iia3a»

CxonHble KJIMHUYECKHE IPOSIBICHUS BBISABJICHBI Y MAIlMEHTOB C

MUKpoRyminkauusamu 22ql1.2.

Hna Cuapoma uJKOpIKHU XapaKTEpHO COUYETaHUE THIOILIA3UU
TUMYyCa U MapalIMTOBUAHBIX Kelle3 ¢ JU3MOP(PHUUECKUMHU YepTaMU
JULa, BPOXKACHHBIMU IIOPOKaMHU X UMMYHOJAC(UIIUTOM.

Monekynsipublii nedext. CHHIPOM CBsI3aH C XapaKTEPHBIMU XPO-
MOCOMHBEIMHU abeppanusamu B Bujae nenennii 22ql1.2. Ha nnuaHOM
mwieye 22 xpomocoMbl HaxoauTces reH TBXI1, koTopelil peryaupyet
cermenTanuio 1I-VI xaGepHBIX Ayr u HOpMalibHOE (OPMUPOBAHHE
OpPraHoB — THMYCa U MapaluTOBUIHBIX JKeJe3, Cepaua U KPyIHBIX
cocy10B, OpaxuonedabHOro anmnapara.

Kpurepuu nuarnosa. J{u3mMopdudeckne yepThl UL, TOPOKHU pa3-
BUTHUS YETIOCTHO-JINLIEBON 00JIACTH, IIOPOKHU CEpALIA U KPYIIHBIX CO-
CYZOB, TUIIOIUIA3Hs TUMYCA U MApALIUTOBUIHBIX JKeJle3, CKIOHHOCTD
K HH(EKITMOHHBIM 3a00JICBaHUSIM.

Kinunnueckue mnposinenus. UmmyHoneduuur pa3HoOH CTENeHH
BeipaskeHHOCTH 0T TKMH 10 MUHMMAaNBHBIX HapyuleHHH (yMEHb-
meHne KonumdecTBa nupkKynupyromux CD3+, CD4+ CD8+ kietok
1 PE3KOe CHUKEHHE MX MponudepaTuBHONH aKTHUBHOCTH, KOHLIGHTpa-
LUU CHIBOPOTOYHBIX UMMYHOIJIOOYJIMHOB BAPbUPYIOT OT HOPMBI JI0
cesleKTUBHOrO Aepunuta IgA mnu runoramMmmariaoOyinHemMun). s
nauueHToB ¢ CungpomoM JAuJl>KOpIKu XapaKTepHO:

— AHOMaJMM JHULEBOTO CKeJeTa: BHICOKOE HE0O, pacIlesInHBI
JULa, WUPOKas MEPEeHOCHLA, TeNepTeIopu3M, MUPKO(PTaIb-
MU, KOJTOOOMBI

— Ilopoxwu cepata 1 KpyImHBIX COCY/I0B
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— l'unonnaszus TMMyca 1 mapaluTOBUIHBIX JKEJe3

— AHOMaJINM CTPOEHUS TOPTaHU, INIOTKH, TPaxeu, BHYTPEHHETO
yXa U IMHIIeBo/a (JIApUHIOMAJISIHS, TPaXeoMalsIus, TacTpo-3-
30¢areaibHbIi peduIroKe, MIyX0Ta, HApYIICHHS TTIOTaHMU )

— AHOMaIuu LEHTPAJIbHON HEPBHON CHUCTEMBI: MUEJIOMEHHUHIO-
1ene, nepedpaabHbie TETEPOTONNN

— Ilopoku pa3BuTus o4ek — rugpoHedpo3, yaBOEeHHUE, OLKO-
BOOOpa3Has mouka, arpodus

— Jlpyrue mopokd pa3BUTHS (AHOMAJUU CKeJleTa — MOJIHAaK-
TUJIUS, OTCYTCTBUE HOT'TEH; HOPOKU PA3BUTHSI KETyIOUHO-KHU-
HIEYHOT0 TpaKkTa — aTpe3ns aHyca, aHaJbHbIC (YUCTYIIBI)

— 3azaep:KKa peyeBoro U ICUXOMOTOPHOTO Pa3BUTHSA, HAPYIIEHU
MOBEJICHU S, ICUXUYECKHE PACCTPONCTBA

— HudekuronHble U ayTOMMMYHHBIC 3a00JIeBaHuUs (LIUTOIICHUH,
ayTOMMMYHHBIN THPEOTHUT)

— [loBbITIIEH pHUCK Pa3BUTHS OHKOJIOTHYECKUX 3a00IeBaHMIA.

Jleuenne. Xupypruueckass KOPpPEKLUs BPOXKJIECHHBIX IIOPOKOB.
[TanuenTaM Noka3aHO HAOIIOACHUE SHIOKPUHOJIOTA M KOPPEKIUS
¢dochopHOo-KanmbIieBoro ooMena. Ilpm Hamuyumum UMMyHOAE(HUIHU-
Ta — MPOBEIEHHE 3aMECTHTENBHON W MPOPHIAKTUYECKOH aHTH-
Mukpo6noit Tepanuu. TI'CK mpoBonuTes mpu KpaiiHeil creneHu
KOMOMHHPOBaHHOTO UMMYyHonepuiuTa ¢ penorurnom TKUH.

Cunopom cunepummynoznooynunemuu E

CunnpoMm runepuMMyHorioOynuaemMun E  xapaktepusyetcs
MIPEIPACIIOIOKEHHOCTHIO MAIMEHTOB K Pa3BUTHIO TSDKEIBIX OakTe-
PHAJIBHBIX ¥ IPUOKOBBIX HHMEKIIHI ¢ HOPMUPOBAHUEM «XOIOIHBIX)
abclieccoB, TMOPAXEHHEM KOXKHBIX TOKPOBOB, AM3MOPHUYECKUMU
YepTaMH JIUIA B COYETAaHUH C OYEHb BRICOKMMU ypoBHsIMH IgE.

Mounekynsipubiii nepekt. B HacTosiiee Bpems OMHMCAHO TPHU Tre-
HETUYECKUX BapHaHTa cuHApoma. Hambosee yacto BcTpeuaeTcs
T'unep-IgE cuHapom ¢ ayTOCOMHO-IOMHUHAHTHBIM HACJIEAOBAHUEM,
pu KoTopoM (popmupyercs mytanusa B rene STAT3, xogupytomiem
OJTHOMMEHHYIO MOJIEKYJTY, TIEPEIafONIyI0 CUTHAIBI OT IIUTOKMHOBBIX
peuentopoB B sapo uepe3d JAK-STAT nmyte. B pesymnsrare nedexk-
ta STAT3 mHapymaetcs peryismus paOoThl KIIOYEBBIX ITUTOKHHOB
(nJi-6, NJI-10, NJI-17, NJI-21, NJI-22, IFN-y). Y manueHToB OTMe-
yaeTcsl TUnepr03uHo(puIns, moBeimeHue cuaTeza IgE, B To Bpemsa
KaK MPOIYKITUS OCTAIbHBIX IMMYHOTJIOOYJTMHOB CHIKeHa. Hapyma-
eTCsl OTBET JUMQOINUTOB HAa ITUTOKUHOBHIE CUTHAJBI, B CBS3U C YEM
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CTpaZiaeT UMMYHHBI OTBET, MPOLECCH BOCMAJIEHUS, XEMOTaKCcHCca
KJIETOK, (haromuTos.

AyTocomHo-peneccuBHble (opmbl [nnep-IgE curnpoma BeTpe-
4aroTcd KpaifHe peako, oHM cBsi3aHbl ¢ Jedekramu OenxoB TYK?2
(Tyrosine kinase 2) u DOCKS (dedicator of cytogenesis 8 protein).
TYK2 Takxe perynupyer HUTOKHHOBBIE cHUTHasbI, kak U STAT3.
DOCKS8 nHeobxopuma JJ1si MPaBHJIBHOTO (DyHKIMOHUPOBAHUS JTUM-
¢ounToB. berok KOOpAMHUPYET U3MEHEHUSI [TUTOCKENETa KIETOK B
OTBET Ha CUTHAJIBI OT MUTOT€HOB U XEMOKHHOB.

Knunnueckue nposiBiaeHus. [ nanueHToB ¢ ayTOCOMHO-IOMHU-
HaHTHOH (opmoii ['unep-IgE cunnpoma xapakrepHo GopmupoBanue
«XOJIOIHBIX» OaKTEepHaJIbHBIX a0CIECCOB MSTKHX TKaHEH, JUMQo-
y3J70B U MapeHXWMATO3HBIX opraHoB. Ouaru BocmajeHus Mayo0o-
JIe3HEHHBI UIU 0e300J1e3HEHHBI, OTCYTCTBYET MECTHAsl THIICPEMHS
u runeprepmus. [loBelmeH pUck pa3BUTHS KaHIUJIO3HBIX U MHKO-
OakTepuanbHbIX MHPeKui. B nerkux ¢opmupyrorcs BO3ayIIHbIC
[0JIOCTH — MHeBMaToueie. [lannenTsl UMEeIoT XapakTepHbIN BHEUI-
HUM BHJ: TUIEPTEJIOPU3M, LIMPOKAs NEPEHOCULA, LIMPOKUN Kyp-
HOCBIH HOC, aCUMMETpHs JIUIEBOTO CKeJieTa, BBICTYMAIOUIMHA JI00,
ry0OKO MOcakeHbIE TI1a3a, MPOrHaTHsl, BEIcOKoe HEOO. Pa3BuBaeTcs
9K3eMa pa3HOW CTENeHU TsKecTH Ha QoHe (QOJUTHKYIuTa U TpyOoit
KOXKM C pacIIMpEeHHBIMH MopaMu. AHOMAJIMM CKeJIeTa, 4acThle IIe-
pEJIOMBI, HapylIEHUE CMEHBI MOJOUYHBIX 3yOOB CBSI3aHBI C Hapylle-
HUSIMU TIPOBEJIEHUs CUTHAJIOB B OCTEOKjJacTax. [lanMeHThl UMeroT
BBICOKMI pUCK pa3BUTHSA ayTOMMMYHHBIX M ayTOBOCHAJIMTENbHBIX
OCIIO’KHEHUH.

[ManmenTsl ¢ ayTocoMHO-perieccHBHBIMU (Gopmamu ['unep-IgE
CHUHJpOMa HMEIOT CXOXKHe KIMHUYecKue npospieHus. OgHako, npu
nedpurute DOCKS pazBuBarotTcs 6osee TskeIbie POPMbl KOMOMHU-
POBaHHOTO MMMYHOAE(HUIIUTA C BBICOKMM PUCKOM Pa3BUTHSI TsDKE-
JIBIX TTOpaXKeHUH KOXKM U BHYTPEHHUX OPTaHOB.

Jledenue. ITanueHTHI MONYYAOT 3aMECTUTENBHYIO TEPANUI0 UM-
MYHOTJIOOYJIMHOM JJ1s BHY TPHBEHHOTO WJIM TIOJIKO’KHOTO BBEIICHHUS,
NpOMUIAKTHYECKYI0 NPOTUBOIPUOKOBYIO M aHTHOAKTEpUATBHYIO
Tepanuio. lIpumeHsieTcs Xxupyprudeckas KOPpEKLIHs MaTOJOTHU
ckeneta W 3y0oB. MecTHas Tepamnus 3K3eMbl. [Ipu nucmancepHoM
HAOMIONEHNM TaKuX OOJBHBIX HEOOXOIMMO Ha3HAYaThb HMHCTPY-
MeHTaJIbHble ucchenoBanus (Y3U naumQoy3noB W BHYTPEHHUX
OpraHoB, KOMIBIOTEPHYIO TOMOIpaduio TpyIHOH M OpPIOLIHOM Io-
JIOCTEH, pEHTI€HOI'PAaMMYy OpPraHOB I'PYIHON KJIETKH) JUJIsI KOHTPOJIS
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3a «XOJOAHBIMM» MH(PEKUNOHHBIMH Oo4aramMu. Bo3aMokHO mpuMeHe-
nue TI'CK npu nanaom 3a00jeBaHUN.

CuHAPOMBI ¢ TPpeHMYIIleCTBEHHBIMH Je(ekTaMu
AHTHUTEJIONPONYKIIUH

Tpan3umopmm MIa0eHuecKasn eunowumynozﬂoﬁyﬂunemuﬂ.

Marepunckuii IgG nepenaercs miuoay Bo BpeMsi OEpeMEHHOCTH.
YpoBeHb ceIBOpOTOUHOro IgG y poskJIEHHBIX B CPOK MIIAJICHIIEB pa-
BEH WJIM J1a’K€ HEMHOI'O IIPEBBIIIAECT MATEPUHCKUM ypoBeHb. Mare-
puHckui IgG ncuesaer nocie poxACHUS ¢ NEPUOJOM MOIypacnaia
25-30 gHeil, MHUIUUPYS MPOAYKIHUIO COOCTBEHHBIX HMMYHOITIO0Y-
JIuHOB, HaunHas ¢ IgM, 3atem IgG u 3atem IgA. Bpems Hauana u
CKOPOCTB MPOAYKIUU COOCTBEHHBIX aHTUTEN 3HAUYUTEIBHO BapbUPY-
eT. B Teuenne nepBbix 3—12 Mecs1eB KU3HU HEIOHOIIEHHBIX JeTel
(y xoTopbix nepenaua marepuHckoro IgG Oblna HegOCTaTOYHA) U Y
HEKOTOPBIX TOHOUICHHBIX AeTel (0COOCHHO B CEMBSIX ¢ UMMYHO[E-
¢unUTaMM) yPOBEHb CHIBOPOTOYHBIX WMMYHHOTJIOOYJIHHOB MOMXKET
OBITH OUYCHb HU3KMUM — B IUANa30He «UMMyHoneduuTay. Hauamno
AHTUTEJIONPOAYKIIMHA MOXKET ObITh 3aJepKaHoO JI0 36 MECSIEeB, HO 3a-
TEeM HOpMaJIM3yeTcs, MPOSIBIAACH yBeIUUeHUEM KoHLeHTpanuu IgG.
[Ipu oTCyTCTBUM APYTHX AePEKTOB, COCTOSHUE KOPPUTUPYETCS CaMO
o cebe u He TpeOyeT neyeHus. CoOOCTBEHHAs aHTUTEIOMPOLY KLU
y MJIaJICHIIEB OOBIYHO HCCIEAYETCSl MyTeM IOBTOPHBIX M3MEPEHHM
YPOBHsI CBIBOPOTOUHBIX IgG 1 0TBETa HA BaKI[MHAJIBHbBIE AaHTUTEHBI.

JledyeHne TPaH3UTOPHOW MIIAJJCHYECKOH T'HIOMMMYHOIIIO0YIH-
HEMHH He MpoBoauTcs. VICKiroueHne cOCTaBiISIOT OONBHBIC C IO-
BBIIICHHON CKJIOHHOCTBIO K OakTepuaibHbIM HHpekumsMm. B sTux
CIy4asix BO3MOXKHO IIPOBEICHUE 3aMECTUTEIBHON TEPANUU BHYTPU-
BEHHBIM WJIH TIOAKO)KHBIM HUMMYHOTJIOOYTHHOM.

Cenexmusnutii depuyum IgA (C/IgA)

3HaYUTENbHOE CHU)KEHUE CHIBOPOTOYHOrO IgA oTMmedaercs ¢ ya-
croroit 1 Ha 700 cpenu eBporeon1oB (11 CPaBHEHHUsS 3Ta YacToTa
cocraBisier 1 Ha 18500 cpenu simonues). [Ipum momHom nedunute
IgA otcyTcTBYIOT 00a cybOkmacca IgAl u IgA2, KOTUYeCTBO TUM-
¢ounuToB — HOpMaNbHO. [IpeANONOKUTENBHO NEQEKT SIBISIETCS
pe3yabTaToM OTCYTCTBHS CO3peBaHUs IgA-ponynupyOmuX JINM-
(dounToB. B HEKOTOPBIX CEMBSAX MOKAa3aHO ayTOCOMHO PELECCUBHOE
HacJe/J0BaHHUE.
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Kpurepuem nuarHosa siBas€Tcs CHUYKEHHE YPOBHS CBIBOPOTOU-
Horo uMmyHornoOynuaa A uike 0,07 r/n 'y nereit crapie 4 netr. Y
OONBUIMHCTBA WHIANBUAYYMOB HET SIBHBIX CHMIITOMOB 3a00JI€BaHHUSL.
Y HEKOTOpBIX AeTel ¢ YacThIMU WHPEKLIUSIMHU JIbIXaTeNbHBIX MyTeH
OoTMeYaeTcsl a0CONMIOTHO HOPMAJIbHBIM YPOBEHBb CHIBOPOTOUYHBIX IgG
u IgM, Ho IgA mpakTHYecku OTCyTCTBYET.

Knununveckue nposinenus. Hanbonee xapaktepusimMu 1151 CLAIgA
3a00JICBAHUSIMH SIBIIIOTCS aJUIEPTUYEeCKHe, ayTOMMMYHHbBIE W WH-
¢dexunonnsie B Buae nnpexunii JIOP-opranoB u OpOHXOJIErOYHOTO
TpakTa. AJulepruueckue U ayTOMMMYHHBIE CHHJIPOMBI MPOTEKAIOT
0e3 Kakux-Tnbo 0cOOEHHOCTEH, OTIAMYAIOMINX UX OT aHAJOIMYHBIX
COCTOSIHMH Yy JIUIl C HOPMAJIbHBIM KOJIMYECTBOM MMMYHOITIOOYTHHA
A B ceiBopoTKe. MH(eknn 6poHX0IEroyHOro TpakTa MpoTeKaroT He
TSKEJIO U PEIKO MEPEXOasiT B XpoHUUeckue hopmbl. bornee Tskenoe
TedyeHUe OaKTepUaIbHBIX WHPEKIWH, KaK MPaBUIIO, BBISBISCTCS Y
Tex 00NBHBIX, y KoTopbiX C/IIgA couetaercs ¢ nedpuuTom cyOkiac-
coB ummyHornoOynuna G (G2 u G4), aBisiromuMcst IpUUUHON Hapy-
LIeHUs aHTHOAKTEePHaTbHOM 3aIUTHI.

Teuenue u JeueHre aJJICPrUUECKUX U ayTOUMMYHHBIX 3a00JeBa-
Huil y manueHToB ¢ C/{IgA He oTnM4aeTcsi OT TAKOBBIX y OOJBHBIX
0e3 9TOro UMMYHOJICPHUIIHTA.

Jleuenue. Crieriupuueckoro MeTo/Ia JICUYCHHS CEJICKTUBHON HEZ0-
crarouHoctu IgA He cymecTByeT. Heo6xoqumMo mpoBOIUTH JieueHHe
OCHOBHBIX KIIMHMYECKUX MPOSIBICHUH W CBS3aHHBIX C HUMH Hapy-
nieHui. bonbHBIM He MoKa3aHbl TpenapaTbl IMMYHOTTIO0YJINHOB, CO-
JieprKaline Jake He3HauuTeIbHble KoinuecTBa IgA.

Azammaznooynrunemus c oepuyumom B-knemox

ArammarnoOynunemust ¢ gedpunurom B-xneroxk (AIT) —
SBJISIETCS. BTOPOM MO dacToTe BCTpevyaeMocTH (opmoi  To-
TajlbHOro  JjeduuuTa  MMMYHOIVIOOYJHMHOB  mocie  oOuiei
BapuabenbHoil nMMyHHOH HepocTarouHoctu (OBHUH). Oto 3abome-
BaHUE — THIMYHBIA puMep JedeKTa ryMopalbHOTO HMMYHHUTETA.
Paznuuarot nBe popmer AI'T — X-cuernennyto (bosiesubp bpyTona)
U ayTOCOMHO-PEIECCUBHYIO.

Mornekynsipubiii nedexr. Hambonee yacto BcTpedaercs: X-cie-
meHHas popma AI'T, kotopas pa3BuBaercs BeiencTBre Aedexta reHa
B-knerounoit tuposunkuHassl (btk), B pe3yabraTe uero mpoucxoauT
3aJlepKKa co3peBaHusl B-kieTok Ha ypoBHe mnpe-B mumdoruTos.
3penbix B-muMQonuToB y manueHToB He o0pa3yercs, M0ITOMY HET
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MJIa3MaTHYECKUX KJIETOK, CHHTE3UPYIOLIMX HMMMYHOTJIOOYIHHBI.
[TpuumHbl pa3BUTHS Ay TOCOMHO-perieccuBHBIX hopm AI'T — nedexk-
ThI T€HOB, IPOYKTHI KOTOPBIX YUAaCTBYIOT B CO3PEBAHNUU U Pa3BUTHH
B-num¢ouunTos.

Kpurepuem nuarnoza AI'T sABISIIOTCS KPUTHYECKOE CHHKEHHE
KOHIIGHTpaluK ChiBOpoTouHoro IgG MeHee 2 I/ mpHU OTCYTCTBHH
IgA u IgM n mupkynupyromux B-knetok (CD19+) menee 2%. [Ipu
PHC nabmnronaetcst kputnueckoe cHuxenue yposas KREC npu HoOp-
ManbHbIX ypoBHAX TREC.

KnuHnyeckuMu TPOSIBICHUSMH SIBIISIIOTCSI IOBTOPHBIE OaKTepH-
aJbHble MHQEKIMH PEeCHUpPaTOPHOro TpakTa (OPOHXHTHI, TTHEBMO-
HUH, CUHYCHUTHI, THOIHBIE OTHUTBI), KEJITYAOUHO-KUILIEUHOTO TpPaKTa
(PHTEPOKONUTHI), PeKe — KOXKH. BOJbHBIE OTIMYAIOTCS BBICOKOU
YyBCTBUTEIBHOCTHIO K AHTEPOBUpPYCAM, KOTOPbIE MOT'YT BBI3BIBATH
y HUX TSDKEJIble MEHUHTOHUE(anuThl. Y HEKOTOPBIX NallMEeHTOB
(OpMUPYIOTCsI CKIIEpeneMO- U IepMaTOMHUO3UTONOJO0HBIN CHHAPO-
MBI, IPUPOJIA KOTOPBIX HEAOCTATOYHO BBISICHEHA, BEPOSITHEE BCETO
OHHM UMEIOT SHTEPOBUPYCHYIO 3THOIOrUI0. XapaKTepHA TUIOILIA3US
TUMQOY3JI0B U MUHJIATNH, HEPEIKO BCTPEUAIOTCS HAPYIIEHHUS KPO-
BETBOPEHUSI B BUJIE arpaHyJOLMUTO3a U ayTOUMMYHHBIE PacCTPON-
CTBa B BUJIE PEBMATOUJHOI'O apTPHUTA.

Jleduenue. ITanueHTHI MONYYAOT 3aMECTUTEIBHYIO TEPAIUIO UM-
MYHOTJIOOYJIMHOM JJIs BHY TPHBEHHOTO WJIM TIOJKO’KHOTO BBEIICHMUS,
npoduIakTHYECKHe aHTHOAaKTepUaIbHbIe penapathl. Kak mpaBuio,
TI'CK He npoBoguTCs, TaK KaK TAXKECTh MOCTTPAHCIIAHTAIIMOHHBIX
OCJIOKHEHU I IIPEBBILIAET TSAKECTh TEUEHUSI CUHAPOMA IIPU aJeKBaT-
HOH Tepanuu.

Obwasn eapuabenvnas ummynnas neoocmamounocms (OBUH)

Tepmun «OOriasi BapuaOenbHasi UMMYHHAasT HEJOCTATOYHOCTHY
HCIOJIB3YETCS I ONUCAHUs TPYNIbI elie He 10 koHua audde-
PEHIIMPOBAHHBIX CHHAPOMOB. Bce OHM xapakTepusyroTcs nedek-
TOM CHHTE3a AHTUTEN, YTO SABISIETCS AOCONIOTHO HEOOXOIMMEIM
MPU3HAKOM JUIsI TIOCTAHOBKM JMarHoza. Kpome Toro, auarsos
MOKET 0a3upOBaThCS HAa HMCKJIIOYCHHHM BCEX IMPOUYUX H3BECTHBIX
MPUYUH TyMOPaJIbHOIO MMMYHHOTO Jedexrta. B cBsizu ¢ Oomee
MO3JHEH 110 CPABHEHHUIO C JAPYTMMH TIEPBUYHBIMH HMMYHOJIE-
¢unuTaMu KIMHUYECKUH MaHudecTanuet (2-3 nekaza >KU3HH),
paHBIIIE YaCcTO HMCIOJB30BAJICS TEPMHUH «IO3JHSS WM B3pOCias
runorammarnoOynunemusy. OBUH siBiseTcss ogHuM U3 HaubOosee
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YacThIX NEPBUYHBIX UMMYyHOAe(UIUTOB. Ero pacnpoctpaHeHHOCTD
BapbupyeT ot 1:50 000 go 1:200 000. My»4HHBI 1 KEHIIUHBI O0JIe-
10T OJMHAKOBO 4acTo. CyIIecTBYeT TPU BO3PACTHBIX MHUKa JUATHO-
ctuposanust OBUH: 27, 25-30 u 50—60 ner.

Mornekynspusle aedexTsl. B HacTosimee Bpemsi BBISIBICHO He-
CKOJIBKO T€HOB, AC(EKT KOTOPHIX HPUBOAUT K pazsuTHio OBUH:
TACI (Transmembrane activator and calcium-modulating cyclophilin
ligand interactor — TpaHcMeMOpaHHBIH aKTHBATOP M KaJbLUKH-MO-
OYJTUPYIOMUH IUKIOPUINHOBBIA JHraHAHBIN HHTepakTop), ICOS
(Inducible costimulator — uaaynHOGensHbINH KOcTUMYISITOP), BAFF-R
(B cell activating factor receptor — penentop ¢akTopa aKTHBALUN
B-knerox), CD19, CD20, CD21 u npyrue. [IpogyKTsl 3THX TEHOB OCY-
LIECTBIISIIOT PETyJISLUI0 OCHOBHBIX QyHKIMH T- 1 B-mumdonuTos.

OOmiast BapuabenbHass MMMYHHAsl HEIOCTaTOYHOCTH AKCIIEPTaMU
BO3 otHecena B rpynny MMMYHOAS(QHIIUTOB C MPEUMYIIECTBEHHBIM
HapyIlICHHEM aHTUTEJIOreHe3a, OAHAKO, BHISIBICHO MHOT'O M3MEHEHHH
CO CTOPOHBI KOJIMYECTBA, COOTHOLICHUS OCHOBHBIX CyOMOMysiuid
n ¢ynkuuii T-mumdornuToB. Takum oOpa3zoM, CHHUKEHUE TPOLYK-
LMW UMMYHOIJIOOYJIMHOB CBSI3aHO C HapylleHHEeM T-KJIETOYHOH pe-
TyJsUUU UX cuHTe3a, To ecTh OBUH sBisieTcs KOMOMHUPOBaHHBIM
HMMYHOAC(HUITUTOM.

Kputepun numarnosa. 3HauuTenbHoe cHUkeHue (Oomee 2 craH-
JapTHBIX OTKJIOHEeHUH (SD) oT mMenuaHbl) Tpex, peke JBYX OCHOB-
HBIX H30TUNOB MMMYyHOrnoOynuHoB (IgA, IgG, IgM) cymmapnas
KOHIIGHTpalusi MeHee 3 /71, OTCYTCTBUE MU30TeMarriiOTHHUHOB H /
WJIM TJIOXOM OTBET Ha BAaKIMHBI, y OOJBUIMHCTBA OONBHBIX KOJIHWYE-
cTBO LupKynupytomux B-knetok (CD19+) — nopmanwsHo. Hauamno
MMMYHONIe(UIIMTA KaK MPaBUjo B Bo3pacrte crapiie 2 yiet. [pyrue,
XOPOIIO U3BECTHBIE, IPUYMHBI araMMario0yJTUNHEMHUN TOJKHBI ObITH
HCKJIIOYEHBI.

Knunnueckue mposiBiaeHus. Tak ke, Kak M Opu Bcex aedeKTax
HMMYHHUTETa C TOPAKEHHEM T'yMOPaJbHOTO 3BEHA, OCHOBHBIMH
KJIMHAYECKUMH cuMmnToMamu y OonbHeix OBUH sBisitorest mo-
BTOpHBIE HMHQEKLUUU PECIHUPATOPHOIO M IKEITYJOYHO-KHIIECUHOTO
TpakToB. BaxkHa paHHssI AMArHOCTHKAa UMMYHOAE(DUIINTA, TaK Kak
y HEKOTOPBIX MAlMEHTOB 3a00JIEBAaHUC BBISBISETCA YK€ NMPU HAJU-
YU XPOHUYECKOTO IMOPaKEHHS JIETKUX, BKJIIOUas OpPOHXOIKTATH-
Yyeckyto Oone3Hb. Kak u mpu arammarioOylnHEeMHH, Y HEKOTOPBIX
OOJIBHBIX OTMEUYAIOTCS SHTEPOBUPYCHBIC HHPEKIUH C pa3BUTHEM Me-
HUHTORHIE(DATUTA U APYTUX TPOSIBICHUH, BKIIOUAsl CKIEPEIEMO- U
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JIEPMaTOMHO3UTONONOOHBIN cuHApOoMBL. [lannentel ¢ OBUH B BBI-
COKOM CTEMEeHM MpenpacloiokeHbl K JKETyAOUYHO-KHILEUYHBIM 3a-
0oJeBaHUSIM, YaCTO BTOPHYHBIM IO OTHOLICHHIO K XPOHUYECKOU
nHgpexuuu Giardia lamblia.

HobpokadecTBeHHass nuMdonponndepanns 4YacTo OOHAPYKHU-
Baetcs npu ocmorpe manueHToB ¢ OBUH. ¥V Tpetu GonbHBIX OT-
MeuaeTcs cIijieHoMeranus u/wnu guddysnas nuMpanenonatus. B
auMQOy3Jax BBISBISETCS BbIpa)kKeHHasi QOJUIMKYIISIpHAs THIIEpILIa-
3ust. BeTpeyaroTes Heka3eo3Hble rpaHysieMbl, HATOMHHAIOLIUE TAKO-
BbIE TIpHU capkomo3e. Kak mpaBuiio, B 3TOT Mpoliecc BOBICKACTCS H
KEIyTOYHO-KUIICYHBIH TPAKT, C Pa3BUTHEM XapaKTEPHOW HOAYISP-
Holi muMdonaHol runepruiasuu. ManbadcopOnus ¢ morepe Beca,
Jquapeei 1 TAKUMH COIy TCTBYIOIIMMH U3MEHEHHUSIMH, KaK THI0Ab-
OymMuHeMHUs, 1eHUIIUT BUTAMUHOB, U APYTHUE CUMIITOMBI, CXOIHBI C
MPOSIBIICHUSIMH CIIpPY. ATTIOTCHOBas JUeTa MOXKET ObITh Hed(hhek-
TUBHOW. XPOHHUYECKUE BOCMAJUTENbHbIC 3a00/eBaHUS KUIICYHUKA
(necniennduueckuii sI3BeHHBIH KOJIUT U Oosie3Hb KpoHa) BcTpeva-
I0TCsl ¢ ToBbIIeHHOM "acToTol. [lammmentsr ¢ OBUH monsepskeHbI
pasIUYHBIM ayTOMMMYHHBIM HapyIICHHUSIM B BUJE T€MOLUTONCHUI
(MepHUIIMO3HON aHEMHH, TEMOJMTUYECKOW aHEMHH, TPOMOOIUTOIIE-
HUU, HeliTponienun) u aptputa. Cpeaun 6onbHBIX ¢ OBUH HeoObIu-
HO BBICOKA YacTOTa JIUM(POPETUKYISIPHBIX H KETyJOUHO-KUIICUHBIX
3JI0Ka4€CTBEHHBIX OIyXOJEH.

Jleuenune. OO0si3aTeNbHO MPOBEACHUE 3aMECTUTEIBHOW Tepamuu
WMMYHOTTIOOYJIMHOM sl BHY TPMBEHHOTO HMJIM TOAKO)KHOTO BBEJE-
HUs, TpoUIaKTHIECKOEe Ha3HAUCHHE aHTHOAKTEPUATILHOM Tepanuu.
[lo mokazaHusM Ha3HA4YaAIOTCS MPOTHBOBUPYCHBIE M MPOTHBOIPUO-
KOBbIe mpernapathl. [lisi nedeHus 1oOpoKadyecTBEHHBIX JTHM(OMpO-
nu(epaTUBHBIX OCIOXHEHUH NPUMEHSIOTCS TIIOKOKOPTUKOHUIIBI U
LHUTOCTaTHYECKHE mpenaparsl. [1o mokazaHusM Ha3HAYaIOTCSI AaHTH-
LUTOKMHOBBIE M aHTHJIUM(OLUTAPHBIE MOHOKJIOHAJIBHBIC aHTHUTETIA,
WHTUOUTOPBI CUTHAIBHBIX MOJICKYJI (HATIpUMED, SHYC-KHHA3).

3aboneeanus UMMYHHOU OU3peyaAUUU

AyTOMMMYHHBIH JTUMQONposindepaTUBHBIN CHHIPOM.

B ocHoBe ayroummyHHOro jumdonpoindepaTHBHOIO CHHIPO-
Ma (AJITIC) nexaT nepBUYHBIC NS(PEKTHI aIonTo3a JNMQOIUTOB,
YTO MPHUBOJIUT K MOTEPE KOHTPOJIsSI HAJl ponudepanueit umdoun-
HBIX KJICTOK W HETraTMBHOH cenekiueit smmdorutos. Bcenencrpue
9TOTO Ppa3BHBAIOTCA HE3JIOKayecTBeHHas JuMponponudepamms,
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TUNEPIPOAYKIIUS UMMYHOTJIOOYTUHOB, BEIPA0OTKA ay TOPEAKTUBHBIX
anTutTen. Y HeKoTopbix 00bHBIX ¢ AJITIC BBIsIBICH NeUIIUT OTHO-
T'0 WU HECKOJIBKUX KJIACCOB WJIU CYOKJIAaCCOB UMMYHOTJIOOYJIHHOB.

Monexkynsipubie aedexTsl. B HacTosee BpeMs: UISHTUPHUITUPO-
BaHO Heckolibko BapuaHToB AJITIC, B 3aBucMMOCTH OT TUIa AeheKkTa
Fas-3aBucumoro anonro3a: nedekt rena Fas-penenrtopa, Fas-nuran-
na, kacrnasel 8 u 10, rera FADD.

Kpurepuu nuarnosa. J{uaruao3 AJITIC MOXHO MPEATION0KUTH IPU
HaJIMYuU y OOJIBHOTO COYETAHUSI MOBBIIIICHHOTO KOJIUYECTBA IUPKY-
JUPYROIUX NBOHHBIX-HeraTuBHBIX CD3+CD4-CD8- num¢ponuTos ¢
JIByMSsI U3 HUIKCTICPEUHCIICHHBIX IPU3HAKOB!

* TMOJUKJIOHAJIbHASI THICPUMMYHOIIOOYIMHEMHS  (TIOBBIIIICHBI
OJIMH WJIM HECKOJIBKO KJIaCCOB CHIBOPOTOYHBIX MMMYHOTJTIOOY-
JINHOB)

* YBEJIWYCHHUE MUHUMYM TpeX TPy TUMQOyY3IJI0B

* TenaToCIIEHOMETaIHsl.

[lonTBepkieHNEM AMAaTrHO3a SBIISIETCS BBISIBJICHHE JAe(eKTa aror-
TO3a in Vitro WJIM TeHETHYECKOTO AedeKTa.

Heo0OxomnMo HCKIIOYUTH OHKOTEMATOJOTHMYECKHe 3a00JeBaHUs,
crienurIecKue u mapasuTapHble HHOEKITHH.

Knumanveckue npossiuerus. OCHOBHBIMH KJIWMHWYECKUMH TIPOSB-
neausimu AJITIC sBistioTest: muMdameHomaTus, TernaToCiIcHOMe-
rajus, ayTOMMMYyHHBIE T€MOIIUTOIIEHUH B BHJIE TE€MOIUTHYECKOU
AHEMHUHW W/VITH arpaHyJIONHUTO3a H/UIU TPOMOOITUTOTICHIH, U JPYTHE
ayTOUMMMYHHBIE PacCTpOiCTBa (HECTICU(PUUSCKUI S3BEHHBINH KO-
JIUT, apTPUT, y3J0BaTas SPUTEMa, CHAJIOAJCHHUT | Jp.). Y MalleHTOB
HepeaKko OOHapYyKMBAIOTCS OYard JTUMGOUITHOW MHPUIBETPAIIUA BO
BHYTpeHHUX opranax. JInMmdonponudepaTuBHbIe MpoIecchl pa3Bu-
BarOTCS B JIETKHX, JKETyTOYHO-KUIIIETHOM TPAKTE, TOJOBHOM MO3Te,
neyeHu. [Ipu HapyllIeHMH CUHTE3a aHTUTENl U XPOHUUECKON HEUTPO-
[IEHUHW Y OTJENBHBIX MAIMEHTOB MOTYT pa3BUBATHCSA MH(PEKIINH pe-
CIUPATOPHOTO, )KETyI0OYHO-KUIIIETHOTO TPAKTOB, KOXKH.

YV GonpIUHCTBA OOJIBHBIX OOHAPYKUBACTCS TOBBIIICHUE OITHOTO
WM HECKOJBKUX KJIACCOB MMMYHOTJIOOYJIMHOB W ayTOAHTHTENA K
Pa3IMYHBIM KJIETKaM U TKaHSIM OpraHu3Ma.

Jleuenne. Jletn, Haxomsmmecs B ONarompusTHOM COCTOSHUH,
TO €CTh HE WMEIOIINEe TeMaTOJOrMYecCKuX W3MEHEHWH, He cTpaja-
IONME THUIEPCTUIEHN3MOM M HapYyIICHUSMH JBIXaHUS BCIIEACTBHE
nuMmdorporudepanniu, He TPpeOYIOT JedeHus. [Ipn HaTuIuu ayTo-
MMMYHHBIX OCJIO)KHEHHH, B TEPBYIO OYepenb — TEeMOIUTOTICHHH,
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MOKa3aHO Ha3Ha4YeHHME IIIIOKOKOpTHKOoWJoB. [Ipu HemocTtaTouHOM
¢ dexTe Ha3HAYaI0TCAd HUTOCTaTHYECKHUE TpenapaThl, HHTHOUTOPHI
CUTHAJBHBIX MOJIEKYT 1 mMTOR, MOkeT ObITh MPOBEICHA CIIJICHIKTO-
Mus. HazHaueHHe TIIOKOKOPTHUKOMIOB, IIUTOCTATUUYECKUX CPECTB,
a B psje cIydaeB CIUIEHDIKTOMMS, MOKa3aHbl TakKe W IpPHU BbIpa-
KeHHOU nuMponponaudepany, BbI3BIBAIOMICH IbIXaTeIbHbIE pac-
cTpoiictBa. [Ipu TsKEIBIX TUMPONPONUPEPATUBHBIX OCIOKHEHUSIX
MOKa3aHO Ha3HaYeHUE aHTHIMM(OIUTAPHBIX MOHOKJIOHATBHBIX aH-
TUTEN (Hanmpumep, perykcumad). Becem 6onpabiM AJITIC ¢ Hannuuem
XPOHHMYECKO HEHTPOTICHNH, a TAK)KE C PELUINBUPYIOUIMMH HH(EK-
LMOHHBIMH OCJIOKHEHHUSIMH [TOKa3aHa MOCTOSIHHASL aHTHOAKTEpUalb-
Hag Tepanus. [Ipu HelTporieHun 060CHOBaHO Ha3HAYEHUE POCTOBBIX
(hakTOpOB.

X-cuennennvle 1umgponponughepamusnovie CuUHOPOMbL

X-creruieHHsle uMbonponupepatuBabie cuaapoMsl (X-JIIT) xa-
PaKTEepU3yIOTCs BBICOKON 4YBCTBUTENBHOCTBIO K DmiTeiH-bapp Bu-
pycy. OcHoBHBIE KiIMHUYecKHe nposiBaenus X-JII1 naunnatores mocne
WHOHUIHUPOBAHUST JaHHBIM BHpycoM — JuMdonpoaudepaTuBHsIe,
WHQEKINOHHBIC, 2y TONMMYHHBIC 1 3JI0Ka4ECTBEHHBIC OCIIOKHEHHU .

Mornekynsipubie aedekTsl. B HacTosmee BpemMsi onucaHo 1Ba Ba-
puanTa X-cuerieHHoro JuMponpoaudepaTuBHOTO CHHAPOMA!

— XLP1, cunnpom dyHkan. MojekynsipHas OCHOBa — Je(eKT
rena SH2D1A, konupyrtomero cuares SLAM accoruupoBaHHO-
ro npotenHa (signaling lymphocyte activation molecule 1, Ha-
3piBaeMblil Takxke SH2 domain-containing protein 1A) — SAP
(SLAM-associated protein). B pesynbrare mpoucxoaut OJIOK
nepegadyy aKTUBAIlMOHHOrO cUrHasia T-xenmepos, T-kuiiepos
u NK-xnerok npu unpunuposanuu EBV, napymaercs audde-
peHnupoBka B-mumdonuTos, chiHTe3 aHTUTEN U POPMUPOBAHUE
B-kierok namsitu. Pa3BuBaeTcs 1e(heKT IUTOTOKCHYECKOTO OT-
BETa Ha BUPYCHI, HAPYILIEHHE arorTo3a KJIETOK.

— XLP2, monexynsipaas ocHoBa — jaedext rena XIAP (BIRC4),
KOIMpyIomero X-cleryieHHbi uHruontop amonTtosa (X-liked
inhibitor of apoptosis protein wnm Baculoviral IAP repeat-
containing protein 4). XIAP skcnpeccupyeTcss Ha MHOTHX Te-
MOTIOdTHYECKNX KieTkax. Ilpm ero meduumre moBwImaeTcs
arornTo3 JUM(ONHTOB, YTO NPHUBOAUT K HAPYIICHHIO TIPO-
THUBOMUKPOOHOHN 3alUThl W Pa3BUTHIO TeMO(arornuTapHOTO
TUM(OTHCTHOIINTO3A.
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Knunnueckue nposinenus. Onucano 4 Hanboee 4acTo BCTpeya-
touuxcst penoruna X-JIIT1:
— TSDKEJBbIH, yacTo QaTtanbHblii HHPEKIIMOHHBI MOHOHYKJIEO3,
— 3JI0Ka4ecTBEHHbIE JTUMQOonponnpepaTUBHbIE COCTOSHUS (TIpe-
UMYIIECTBEHHO B-KieTouHbIe TUM(POMBI),
— aHeMHUs WIM NAaHIUTONCHUS, B T.M. BUPYC-UHIYIIMPOBAHHBIH
reMo(aronuTapHbIi TUMPOTHCTHOIINTO3,
— IUCTaMMarioOyITiHHeMHus ¢ MH()EKITMOHHBIMU OCIOXHEHHSIMHU.
Hawnboiee vacteim nposiBiearem X-JII12 sBisieTcs pa3BUTHE TeMO-
(baroruTapHOTO TMMQPOTUCTHOIINTO3a B PAHHEM JIETCKOM BO3paCTe.
Jledenne. 3aBucut oT (eHoTHmna 3aboneBanus. llpm mucramma-
roOyTMHEMHN Ha3HAa4YaeTCsl aHTUMHUKPOOHAs W 3aMeCTHTENbHas
Tepanus BHYTPUBEHHBIM/TIOAKOKHBIM HMMYyHOTTIOOyIuHOM. JImM-
(dhomponudepaTuBHbIe Mponecchl TPeOYIT Ha3HAUYEHHUS TIIFOKOKOP-
TUKOHUJIOB U IIUTOCTaTHYECKUX MpernapaToB. Bo3aMOKHO mpuMeHeHwe
AHTUIUM(OIMTAPHEIX MOHOKJIOHAJIBHBIX aHTUTeN. Jlis Tepanmuu
reMo(aronuTapHOro JUMQPOTUCTHOIIMTO3a IIPUMEHSFOTCS CTaHIaPT-
HBIE IPOTOKOJIBI JISYCHUSL.

Bpo:xaennble gedekTbl KOIHYeCTBA U/ WU GyHKINH
¢arounrton

Xpouuuecxa;l epanyiemamo3nan fone3nsb

Tepmun «XpoHuueckas rpanyiemaro3nas 6onesus» (XI'b) o6o-
3HaYaeT TPYMIy HACICACTBEHHBIX Ae(PEeKTOB OaKTEPULMIHOW aK-
TUBHOCTH (aroUUTHPYIOIIUX KIJIETOK, MPUBOASIINX K IOBTOPHBIM
THOMHBIM MH()EKIMSIM KOKH, MOAKOKHON KIETUYAaTKH, JIETKUX, JTUM-
¢doy370B, MeYeHH, APYTUX OpraHoB u cucteMm. Hapymenue ¢aro-
uutapHod akTuBHOCTH npu XI'b cBsazano ¢ medexramu HAJID-H
OKCHJIa3bl.

Monekynsipusie aedextsr. HAJI®-H oxcupasza cocroutr u3 5
cyobenunui, passutue XI'b MOKeT ObITh CBS3aHO C TEHETHUYECKUM
JIe(EKTOM 000U U3 HUX.

— X-cuemnneHHbli BapuanT XI'b pa3BuBaeTcs BCIEACTBUE MYTALIUU
rera CYBB (Cytochrome b558 beta chain) kogupyromero cyos-
enuHuIy nutoxpoma b — p9lphox;

— AyTocomHO-penieccuBHbIe BapranThl XI'b pa3BuBatoTcs npu ne-
(ekTax B reHax:

CYBA (Cytochrome b558 alpha chain) kogupyer cyObenunumny
nuToxpoma b — p22phox,
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NCF1 (Neutrophil cytosolic factor 1) kogupyeT UTO30JbHBII
KOMITIOHEHT p47phox,

NCF2 (Neutrophil cytosolic factor 2) komupyeT HUTO30JIBHBIH
KOMITIOHEHT p67phox,

NCF4 (Neutrophil cytosolic factor 4) kogupyeT ITUTO30TBHBII
koMIoHeHT p40phox.

Bce BhIleyka3aHHble MOJCKYJIISIPHBIC Je(EeKThl MPUBOAST K OJI0-
kuposanuto peakunu HAJI®H+20,—-HAI®+20 -+H+, napyumenuto
MPOAYKIIMH TIEPEKUCHBIX PaJUKaliOB B HEWTpoduiIax u BHYTPHKIIC-
TOYHOTO KUJUIMHTA.

Kputepuu nuarsosza. 3HauuTeNIbHOE CHIDKEHUE TPOAYKIUH TIepe-
KHCHBIX PaJIUKaJIOB, P OIIEHKE C MOMOIILI0 METOJIOB JTFOMHHOJI-3a-
BHUCHMOM XeMUITIOMUHHUCIICHIINH U OypCT-TeCTa.

Knuanveckue nposisienns. Y 6onpHbIX ¢ XI'b uHbexknnn Bo3Hu-
KafoT YK€ Ha TIEPBOM IOy )KH3HH. BOIbHBIE BHICOKO 4UYBCTBUTEIIBHBI
B Karajaza-MpoaynHpyIOMNUM MHKPOOPTaHU3MaM (CTa(pHUIOKOK-
KM, KUIIEYHas Majouka, cajJbMOHEIIa, HOKap/us). THIIMYHO mopa-
KCHUE JIETKMX, KOXKHM M TOJKOKHOW KIETYATKH, JTUMQPATHUSCKUX
y3JI0B, TIeUeHW ¢ (OPMUPOBAHUEM BOCHATUTEIHLHBIX TPaHYJIEeM H
abcrieccoB. YacTo BCTpeUaroTCs MOPAKEHUS KETYT0UHO-KHIIIETHO-
r'o TpakTa B BUJE callbMOHeIIe3a U (hOpMUPOBAHUS OOTYPHPYIOIIHX
I'paHyJieM KHUIIEUYHUKA, PeKe — CENTHIIEMUS, MEHHHTHUT, a0CIeCChl
MO3ra, HHPEKIIMA MOYETIONIOBOTO TPaKTa. boblryo onacHOCTh s
6ompHBIX ¢ XI'b mpencraBnseT pa3BUTHE aclepruiijie3a U aTUIHY-
Horo mukobaktepuosa. Ilocne Bakuuanuu BLJK gacto pa3zBuBaet-
Csl BBIpQXXCHHAs] MECTHAs BOCTIAJIMTEIbHAS PEAKIUs C MOpaKEHUEM
peruoHapHbIX JTUM(paTHYECKHX y3J0B, BO3MOXKHO pPa3BUTHE TeHe-
panu3oBanHoi BLK-mHekun. Y MHOTHX OOJTBHBIX BBISBIISICTCS
nuMQaaeHONATHsI U TeNaTOCIICHOMETallnsl, 0COOEHHO Ha (hoHE Te-
YeHUS HHPEKITHH.

Ha mepBeix stamax wHpekun npu XI'b MoryT mporekaTs mozo-
CTPO M CONPOBOXKJIATHCS HEOONBITUM HEJOMOTAaHHUEM, YMEPEHHBIM
cyOQeOpuIuTeTOM, MPHU 3TOM B aHAJIM3aX KPOBU BBISABIISCTCS JICH-
KOIIUTO3 W HeHUTpoduie3. 3amo3aaislii TUarHo3 MOKET 00epHYTHCS
kaTacTpodudeckumu mocienacTsusmMu. K coxanennro, mpu PHC ne
yIaeTCsl AUArHOCTHUPOBATH AePEeKTHl (harommuro3a, HEOOXOIUM TIIa-
TENbHBIA cOOp CeMEHHOr0 aHaMHe3a B aHaMHe3a 3a00JIeBaHUS.

Jleuenme. llpumensercs npodumakTudeckass MPOTHBOMHKPOOHAs
Tepanus aHTHUOMOTHKAMH IIMPOKOTO CIEKTPa; MPOTHBOTPHOKOBHIE
mpenapaTsl, 00Jafaromnre aKTUBHOCTHIO B OTHOIIEHWH aCHepTHILI
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(MTpakoHa30Jl, BOPMKOHA30JI, IO3aKOHa30i). Tepamwusi BOCHaIH-
TENbHBIX TPaHyIEM BKIIOYACT [NIIOKOKOPTHUKOWABI, LIUTOCTaTHUYe-
CKHE CpEACTBAa M AHTULUTOKUHOBBIC MOHOKJIOHAJIbHBIC AHTHUTENA.
[Ipu pa3BuTHU abCIECCOB BO3MOXKHA XUPYPrudecKas KOPpeKIus Ha
(hoHE ITUTETHHOTO MAPEHTEPATLHOTO IPUMEHEHUSI aHTHMUKPOOHBIX
cpencts. [IpoBoautcs taxxke TT'CK.

Bpo:xaeHnbie Heli TPOIIEHUH

I'pynna remetndyeckux 3a00jeBaHUM C TeTEPOreHHBIMU Je(eKTa-
MU, IIPOSIBISIOLIAsICA TSDKEIBIMU MH(EKIIMOHHBIMU 3200JI€BaHUSIMU
C paHHEro BO3pacTa U HapyLICHUEM CO3PEBaHUs HEUTPoduIoB.

Mornekynsipuble nedeKTsl. Tsokenble BPOXKICHHbIE HEUTPOIICHUH
MOT'YT NEPEAaBATHCS ayTOCOMHO-IOMHHAHTHO WJIM ayTOCOMHO-pe-
neccuBHo. Hambosiee 9acto BcTpevyaroTcs ayTOCOMHO-IOMUHAHT-
weie mytanun reHa ELANE (ELAstase Neutrophil), konupytoriero
3J1acTa’y HEUTPO(HUIOB, U ayTOCOMHO-PELIECCUBHBIC MYTAllMU IeHa
HAXI (HCLS1 (Hematopoietic Cell-specific lyn substrat 1) —
associated protein X-1), TpOAYKT KOTOPOI'O CBSI3aH C aKTHUBaIHeH
CUTHAJIBHOTO IYTH TPAHYJIOLHUTAPHOTO KOJOHHECTUMYJIHUPYIOLIETO
(hakTopa.

Knunnueckue mnposiBineHus. CHHUKEHHME KOJIMYECTBA HEUTPO-
(0B, BBIABISAEMOE NPU CTAaHAAPTHOM KJIMHHMYECKOM O0CIeno-
BaHWU, — OCHOBHOM Mapkep 3aboseBaHus. HelTporeHuss MoxeT
HaAOII01aThCSI TTOCTOSIHHO WMJIM UMETh LMKJIMYecKui xapakrtep. UH-
(exunoHHbIe 3a00JIeBaHUSI HAUMHAIOTCS C IIEPBBIX MECSLEB KU3HHU.
B neprone HOBOPOXIAEHHOCTH MOTYT HOSIBIISTHCS 3IU30bI JTUXO-
paaKu, JOKaJbHble MHQEKINH KOXKH U TOIKOKHOW KJIETYAaTKH, OM-
¢danut. Ilozxe mposBIAIOTCS MHPEKLUUU PECHUPATOPHOTO TPAKTA,
CTOMATHTHI ¢ aTO3HO-I3BEHHBIMH 3JIEMEHTaMU. Pa3BuTHE TSKENbIX
KU3ZHEYTPOXKAIOIINX MH(EKIUH (Cercuc, MEHUHTHUT, CENTHLEMHUS,
abcuecchl MapeHXUMATO3HBIX OPraHoOB, MEPUTOHUT) HaOJIOAaeTcs
[IPY HeaIeKBaTHON TEepanuH.

Jleuenue. B OonbmMHCTBE Cily4yaeB HpPU BPOXKACHHBIX HEUTPO-
MEHUSX NPUMEHSIOTCS T€MONOITHYECKHUE POCTOBBIE (DAKTOPBI —
IPaHYJIOLUTAPHBIM WM TPaHyJIOLUTAPHO-MOHOLUTAPHBIN  KOJIO-
HuecTuMynupytomue (akropel. Ilpu s¢dexTuBHOCTH Tepanuu
POCTOBBIMH (haKTOpaMH MoAOMpaeTcs NOAICPKUBAIOIIAs 103, IPHU-
MeHsieMasl JUIMTEIbHO. BaXHO Take MOMHUTH O HAa3HAYCHUH IIPO-
(unakTrueckol aHTUMUKPOOHOU Tepanuu. HeoOxonum exxeromHbIi
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MOHUTOPHHT KOCTHOT'O MO3Ta Ha HAJIMYUE MYTallUl K XPOMOCOMHBIX
abeppauuii. [Ipu pa3BUTHH MUETOAUCIIACTUYECKOTO CHHAPOMA HIIN
OCTPOro JIelKo3a MalUeHTy MOKa3aHo MPEKpaleHNe TePaIuu poCTo-
BBIMH (haKTOpaMu | peuienue Bonpoca o nposeaenun TI'CK.

[pu Tsxeno nmporekaomux GopMax BpOKACHHBIX HEUTPOIICHUH,
MIPH KOTOPBIX JICYEHUE POCTOBBIMH (DaKTOpaMu He UMeeT dPQeKTa,
npumensiercss TT'CK.

HedexTbl BPOKIEHHOI0 MMMYHHTETA

Bonpmas rpynna 3abosieBaHuid, cBsi3aHHasi ¢ AedeKTaMHU pas-
JUYHBIX (DAKTOPOB BPOXKAEHHOIO MMMYHHTETa — TaTTEpH-pac-
no3Haromux perentopoB (Tomi-mogoO6HBIX pementopoB 4, 7 u 8) u
penenrropoB rtutoknHoB (M®H-anbda, UOH-ramma, NJI-17, NJI-12,
WNJI-23), pa3au4HBIX MOJIEKYJI, YYACTBYIOIINX B MPOBEJICHUU CUTHA-
noB oT perenitopoB kieTok (STAT, MyD88, IRAK4, TRAF), daro-
LUTApHON QYyHKLIHH.
Bb11ens10T HeCKOIBKO rpyI 3a00JeBaHUM, IPOSIBIISIOLIUECS Pa3-
HBIMH OCJIO)KHEHHUSIMH:
— rpynny 3a00JeBaHUN C MEHJIEJICBCKOH MpPeapacHoIoKeHHO-
CTBIO K MUKOOAKTEpHO3aM;

— BepyUUPOPMHBIC HICPMOAMCIIIA3UY;

— 3a00JIeBaHUs C MPEAPACIONOKEHHOCTHIO K TSDKEIBIM BHPYC-
HBIM UHQEKIUSIM;

— 3a0oneBaHUsA C TPEIPACIIOIOKEHHOCTHIO K BHPYCHOMY

sHIe(DaNnTY;

— 3a00J€BaHus ¢ IPEIPACIOI0KEHHOCTHIO K MHBA3UBHBIM I'pU0-

KOBBIM HH(EKITHSIM;
— 3a001eBaHus C PEIPACIIOIOKEHHOCTBIO K KOXKHO-CIU3UCTOMY
KaHIU03Y;

— nedeKThl CUTHAIBHBIX ITyTeH, CBSI3aHHBIX ¢ TONI-MOA0OHBIMH

penentopamMu

— nedeKThl, CBI3aHHBIC C HApyIIEHHEeM (YHKIIMH JEHKOIUTOB.

Bce Buabpl 3a0oneBaHuii BCTpewaroTcs o4eHb penko. Ho 6oib-
LIIMHCTBO M3 HUX MMEIOT TsKeloe TeueHue. B yeueHun mpumeHs-

eTCsl JJIMTEeNbHAs aHTUMUKpOOHas Tepamus, NpH OOJIBIIMHCTBE
¢dopm — TI'CK.
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MenjesieBcKasi MPeApPacnoJioKeHHOCTh K MUKOOaKTepHaIbHbIM
HHpeKIuamM

Penxoe 3aboneBanue, BriepBeie onucanHoe B 1951 rogy y 3a0po-
Boro pedenka c¢ Tsokenoi BLDK-undexnueir. B manpHeiimem Oblio
YCTAHOBJIEHO, 4YTO MeHeneBckas NpeapacloNoKeHHOCTh K MHU-
KOOaKTepHalbHbIM MH()EKUHUSIM — Tpynna 3a0oJeBaHM, pa3BU-
BarolIasics B pe3yJibTaTe I'eHETHUECKUX Ie(PEKTOB, MPUBOASILUX K
HapyleHus M B QyHKuunoHupoBanuu M@OH-ramma-3aBucumMoro um-
MYHHOT'O OTBETA.

Mornekynspuslie gedextsl. Onucansl gedexTsl B 11 reHax, mponyk-
THI KOTOPBIX Y4aCTBYIOT B pOBeIeHNH curnayios no MJI-12 — MJI-23
NyTH B mporecce T-xenmnep-1 onmocpenoBaHHOIO BOCHATUTENBHOIO
nMMyHHOro orBeTa. MMH-ramma npu JaHHOM BHJE HMMYHHBIX pe-
aKIMH SABISETCS OCHOBHBIM LIMTOKMHOM, aKTHBHUPYIOIIUM KHJUIMHT
BHYTpPUMaKpogaraabHbIX MUKPOOPTaHU3MOB.

Knunnueckue mnposiBiaeHus. 3abosieBaHUS  XapaKTEPHU3YIOTCS
MPEeaPACHOIOKEHHOCTBIO K MH(EKIUSAM, BBI3BAHHBIM HHU3KOBUPY-
JICHTHBIMH HETYOEpKYJIE3HBIMH MHKOOAKTEpUSMHM, BKIIOYas Bak-
nuHanbpHeie mTaMMbel BIDK — M.avium, M.chelonae, M. fortuitum,
M.triplex, M.gordonae u ap. Takxe B 3aBUCHMOCTH OT I€HETHYe-
ckoro nedexra OOnbHBIE MOTYT OBITH UYBCTBUTENBHBI K APYTUM
BHYTpUMaKpodaraabHbIM MHUKPOOPraHM3MaM — Pa3HbIM BUIAM
CaJbMOHEII, KieOcHueml, reMoQIbHON MaloYKy, UIUTeIUI, JIUCTe-
puii, HOKapauii, rpuOKoBoi ¢urope (KaHAKua, TUCTOIIIA3Ma, KPHIITO-
KOKKH), BHYTPHUKJICTOUYHBIM Mapa3uTaM (JIeHIIMaHWH, JErHOHEIIIbI,
TOKCOILJIA3MBbI, KPUIITOCIIOPUIUH).

Jleuenue. BxirouaeT MIMTENbHYIO IPOTHBOMUKPOOHYIO TEpPAIHIO,
npumenenne MOH-ramma. IIposenenne TI'CK noxazano mpu mo:i-
HoM neduuute penentopa UDH-ramma 1 nnu 2 TUHOB, B Ipyrux
CIIy4asiX — TOJIBKO MPH TSKEJIOM TEUEHHUH OCHOBHOTO 3a00JIeBaHM L.

XpoHUYEeCKHI KOKHO-CIU3UCTBINA KaHAU103

XPpOHUYECKHH KOKHO-CIM3UCTRIN KaHaumao3 (XKCK) — 3abore-
BaHUE, Pa3BUBAIOLICECS B PE3YNIbTATE TEHETHUECKUX A€(EKTOB I'€HOB
penenrropa MJI-17, ACT1 (NF-xB ACTivator 1), amantopHoii MoJe-
kynel CARD9, STAT]1 ¢ noBsimerneM (hyHKITHH.

Knnnnueckue nposiBiaeHus. XapakTepHbIMU KIMHUYECKUMU MIPO-
SIBJICHUSIMU SIBJISIFOTCS! YIIOPHBIN KaHAMI03 CIM3UCTHIX MOJIOCTH PTa;
pexe — KOXKH, OHUXOMHUKO3. Kanano3Hble nopakxeHus: HUKOT/1a He
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OBIBAIOT INyOOKMMHU M HE MPUBOIST B CEPHE3HBIM IMOPAKEHUSM Op-
ra”oB. [IporHo3 3THX OOJBHBIX OMPENENIOT TSHKEIble OaKTepuaib-
Hble MH(DEKIMH U ayTOMMMYHHBIE PacCTPOMCTBa B BUIE TSIKENBIX
MOJMAHJOKPUHOIATUH, TOPAKEHUH MTeYeHH, TeMOLIUTOTICHUH.

Jleuenne. HecmoTpss Ha HanuuuMe KaHAWJ03a, COUHCTBEHHBIM,
KU3HEHHO HEOOXOAMMBIM CIocoO0oM OOphrOBI ¢ OaKTepHabHBIMH
WHQPEKIUSIMHA SBISETCS aHTUOMOTHKOTEPAIUs, AJUTENbHAS, & HHO-
rma — TOXKHM3HEHHAs, KaHJUA03 XOPOIIO KOHTPOJUPYETCs MpHe-
MOM KeTOKOHa3o0Ja min (iaykoHazona. [lo moBomy 3HIOKpUHONATHIHA
MIPOBOJUTCSI COOTBETCTBYIOIIAS 3aMECTUTENbHAS TEPAIHUsl, IPH pas3-
BUTUHU ayTOMMMYHHBIX T€MOIUTONCHUN U MOPAKEHUH MEUCHH TPH-
MEHSIIOT HMMYHOJICTIPECCAHTHI.

JedexkTbl cUrHAJBHBIX MYTel, ¢BA3aHHBIX ¢ TO/LI-MOA00HBIMHI
peuentopamMmu

Tonn-nonoOHBIE PELENTOPhl PACIO3HAIOT KOHCEPBATUBHBIE MO-
JIEKYJISIPHBIE CTPYKTYPBI, XapaKTEpHbIE ISl ONPENCICHHBIX [Py
[ATOr€HOB (TPaMM-IUIIOC WMJIM T'paMM-MUHYC OaKTepuid, I'pHOKOB,
KIYTUKOBBIX M [1p.), B PE3yjibraTe NPOUCXOAUT aKTHBALMS KJle-
TOK BPOXKJIEHHOTO MMMyHHUTeTa. CBSI3b peakUud BPOXKICHHOIO H
aJanTHBHOIO WMMYHHUTETa NPUBOAUT K JajbHEHIIEH aKTHBAaLUU
JTUM(OLHUTOB U pealn3alty KJICTOYHOIO U TyMOPaJIbHOTO UMMYHHO-
ro otsera. [locne coenunenns Tosn-nogoOHOro penenrtopa ¢ JIUraH-
JIOM IIPOMCXOAUT IIOCIIEOBATEIBHOE PEKPYTHPOBAHNUE HECKOIBKUX
aZanTopHBIX MoJekyl, Hanpumep MyD88 (Myeloid differentiation
primary response 88), IRAK4 (IL-1R associated kinase) u npyrux,
aKTHBAIUs TPaHCKpUNIHOHHOTO ¢akTtopa NF-kB ¢ mocnemyromeit
WHIYKLIUEH TPAHCKPUIILIMK T€HOB MTPOBOCIAIUTEIbHBIX LIUTOKUHOB.

Knunnueckue nposisnenus. ledextsl renos Tomn-nonoOHBIX pe-
LENTOPOB, a TAKXKE aJalTOPHBIX MOJIEKYJ IPUBOIAT K PA3BUTHIO pe-
LUIUBUPYIOIINX THOWHBIX OaKTepUaIbHBIX U BUPYCHBIX HHPEKLIUH.
Takske y HEKOTOPBIX MAaLMEHTOB OMMCAHbI T€MOLUTOIICHUH, TUMpa-
JICHOTIATH S, TeIIaTOCIVICHOMETaIM I, Ay TONMMYHHBIC M ay TOBOCTIAJIHU-
TEJbHBIE OCTIOKHEHUSI.

Jleuenue. B neueHuM mpuMEHSETCS UMMYHOIJIOOYIWH JJIS1 BHY-
TPUBEHHOT'O WJIM TOJIKOKHOI'O BBEICHMSI, TPOQHIAKTHYECKasl aHTH-
MuKpoOHas Tepanus. Bosmoxno npumenenne TI'CK.
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AyTOBOCHaJII/ITeJILHLIe CUHAPOMbI

AyTOBOCHIATTUTENbHBIE CHHIPOMBI/ay TOBOCHAIUTEIbHBIE 3a0071e-
BaHus (AB3) — rereporenHas rpymmna 3a00eBaHHH, XapaKTepu3y-
IOIIAsACs XPOHMYECKUM BOCIIAJICHUEM, Pa3BUBAIOIIEMCS BCIICACTBHE
AQHOMAJIBHOW aKTHUBALIMM CHUCTEMBI BPOXKJIEHHOIO MMMYHHUTETa IPU
OTCYTCTBHH PEAKIMH CO CTOPOHBI afanTuBHOrO nMMyHurera (T- u
B-numdonnTos, cunTe3a antuten). BocnanuTenbHble OCIOKHEHUS B
OOJNIBLIIMHCTBE CIIy4YaeB MUMEIOT MEPHOJUUYCCKHI XapaKTep, MOITOMY
WX YaCTO Ha3bIBAIOT «CHHIPOMaMU MEPUOIUIECKOMN TNXOPaJKI».

AB3 knaccupunupyior mo aedekTaM OCHOBHBIX CTPYKTYP, 3a1CH-
CTBOBaHHBIX B BOCIIAJINTEIBHBIX PEAKIUAX. BpIIEnIOT:

— nedeKTsl, 3aTparuBaromye HHGpIaMMacoMbl, K KOTOPBIM OTHO-
catcs HanpuMmep, CemeilHas cpean3eMHOMOPCKas JIMXOpaJiKa,
Cunnpom Maki-Yanica, @aMUIbHBIA X0JIOI0OBOM ayTOBOCIIA-
JINTEIIBHBIA CUHIIPOM;

— JnedeKTsl, He 3aTparuBaroliyue HH(pIaMMacoMbl, Halpumep,
TNFR-accounnpoBanHblil nepuogndeckuii cuaapom TRAPS,
Cunnpom bnay, Cunnpom Mamxua — XpOHUUYECKUH MYJIBTH-
(OKaIbHBI OCTEOMHUENNUT, BPOXKJICHHAS JTU3IPUTPONOITHYE-
CKasi aHeMUs U HeUTpOoMIBHBINA AepMaTO3;

— wuHTephepornonarun | Tuma — bonesns Afikapau-I'yThepca,
STING-acconunpoBanHas Backynaonatusi, ClioHIUI0HXOHIPO-
JIACTLIA3UAL.

Cemeiinast Cpean3eMHOMOPCKasl JIMXopajikKka

Haubonee uacTo BeTpevaromMiicsi ayTOBOCHIANUTENbHBIM CHH-
JIPpOM C ayTOCOMHO-PEIECCHBHBIM HACJIEOBAHMEM U TPEUMYIIe-
CTBCHHBIM PACIPOCTPAHEHUEM CPEAH OIPEAETICHHBIX 3THHUYECKHUX
rpymi (apadbl, TYpKH, apMsiHe, eBpen-cedapasl) ¢ yactoroit 100-400
cinyuaes Ha 100 000 Hacenenuns. Cpenn eBponenieB pacipocTpaHeH-
HOCTb cocTaBiseT 2,5 caydast Ha 100 000 Hacenenus.

Monekynsipubiii nedext. [Ipoucxonsit myrtanuu B rene MEFV,
KoxupytomieM 0eyiok nupuH. [TupuH OJOKUPYET OMOCPEIOBAHHYIO
CreLuaIbHbIM OEIKOBBIM KOMIUIEKCOM — HH(pJIaMMacoMOil — Mpo-
OYKLUIO OCHOBHOI'O MpPOBOCHAJIMTENbHOr0 nuroknHa — WJI-1P,
TOPMO3HT aIloNTO3 KJIETOK. B OTCYTCTBUM NHUpUHA MPOUCXOAUT IO-
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CTOSIHHAsl HEKOHTPOJIUpyeMasi aKTUBaINus (POPMUPOBAHUS THPUHO-
BBIX HH(IAMMAaCcOM, YTO MMPUBOAMUT K XPOHUYECKOMY BOCIAJICHUIO.

Knuanveckue npossienns. OCHOBHOE MPOSIBJICHUE — 3TO PELH-
IuBHpyromue (heOpubHbIe TNXOPAJKH C CEPO3UTaAMH. ATAKH JIIAT-
¢ oT 1 1o 3 AHEl m KynmupyroTcs caMOCTOsSITeNnbHO. YacToTa aTak
BapbupyeT. TpurrepamMu aTak BBICTYNAIOT CTPECChl, WHPEKIUOH-
Hble 3a00JIeBaHusl, MEHCTpyalnu, Qpu3ndeckue Harpysku. B 0oib-
LIMHCTBE CIIy4aeB JIMXOPAJIKH COMPOBOXKIAIOTCS OOISIMU B KUBOTE
C HapyIICHUSMH CTyJa, IMUTHPYIOIIMMH «OCTPBIA KXUBOT». HacTo
BO3HHKAIOT OOJIM B TPY/IH, CBSI3aHHBIE C BOBIICUEHUEM IMEpPUKap/a U
IIJIEBPBI, MUANTHH, apTpanrui. Co BpemeHeM Ha (hOHe XPOHHUYECKOTO
BOCHAJMTENBHOrO NMPOIECCa Pa3BUBAIOTCS OCIOKHEHUS — 3aJIepkK-
Ka pocTa M pa3BUTHs, OCTEONOPO3, XPOHUYECKAs] aHEMUs, PaHHUU
aTepOCKJIEPO3, CIICHOMETalusl. ['pO3HBIM OCJIO)KHEHHEM XpPOHH-
YECKOTO BOCTIAJICHUSI BBICTYMAET BTOPHYHBIA aMIJIONI03 — OTJIIO-
JKeHHe ocTpo(a3zoBoro Oernka CHIBOPOTOYHOT'O aMHIIOWIA B Pa3HBIX
Oprasax, 4To MPUBOJIUT K OPTaHHOKN HETOCTATOYHOCTH — MTOYETHOMH,
MEYEHOYHOM, CEPIACYHOM.

Jleuenne. OcHOBHBIM NpHUHIMIOM Tepanuu Bcex AB3 sBusercs
yMeHbleHne Bocnanenus. s atux neneit mpu CemeitHoil cpemu-
36MHOMOPCKON JIUXOPaJKe MPUMEHSIOT KONXHUIWH, 3()(eKTHBHO
MPOQIIIAKTUPYIONIUH aTaKh M yMEHbBINAIONINi BocmaeHue. [Ipu-
MEHSIOTCSl TaKKe TTIIOKOKOPTUKOMABI, [IUTOCTATUYECKUE CPENICTBA,
OMONIOTMUECKHUE MpeTapaThl.

B cnyuyae CemeitHON Cpean3eMHOMOPCKON JTUXOPaaKH BO3MOXK-
HO Tak)Xe NpPHMEHEHHWE PEKOMOMHAHTHOTO AHTAarOHHWCTa pelen-
topoB kK MJI-1 (amakmHpa) 1 MOHOKJIOHAIBHOTO aHTUTena k MJI-1P
(kaHaKMHYMAO).

Cunapom Mapmaja

Cunnpom Mapmana (PFAPA — cuHIpoM nepnogudeckoi JTnxo-
paaku, adTo3HOro cromarura, GapuHruta u ageHura — Periodic
fever, aphthous stomatitis, pharyngitis, adenitis) paccmaTpuBaertcs
KaK IMOJUTeHHOE HJIM MYIbTH(AKTOpUaNbHOE 3a00seBaHMe, B pas3-
BUTHHU KOTOPOT'O UTPACT PO COUCTAHHE HECKOJIbKUX T€HETHUECKUX
(akTOpOB M BHELIHMX YCIOBUH. Y 4YacTH MAaLMEHTOB OOHApY>KEHBI
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myTanuu renoB MEFV (konupyet nupun), TNFRSF1A (komupyet
4yacTh perentopa (pakTopa Hekpo3a onyxonu anbdpa) u NLRP3 (ko-
qupyeT Oesok, BXOUSIIHA B cocTaB mH(pIaMMacombl). Bee nedek-
THl TIPUBOAAT K (OPMHUPOBAHUIO XPOHUYECKHUX BOCIAIHTEIBHBIX
peaKuuii.

Knunanueckue nposiBneHus. DNHU30bI TepHOINYECKO (heOpuib-
HOW JIMXOpaJKH, COMPOBOXKAArOMUecs a()TO3HBIM CTOMATUTOM, (a-
puHTHTOM, JInM(aaeHonarrel. Takke MOTYT BOBHUKATh apTPaJITuH,
MHAJITUH, TOJIOBHBIE 00N U 007K B KUBOTE. 3a00IeBaHNE MTPOSBIIS-
eTcsi B Bo3pacte 710 5 neT. Mexly arakaMu caMO4yBCTBHE peOeHKa
HOpMaJbHOE.

Jleuenune. JIns KynupoBaHMsI aTak MPUMEHSIOTCS TIIOKOKOPTH-
KOCTCpOUAbI, B IEPUOAbLI MEKAY JIMXOPaAKaMH Ha3HAYArOTCA MOJIU-
BHUTAaMUWHBI, KOJIXHUIIWH. Ectb CBCACHHUS O TOM, YTO TOH3HUJIJIIDKTOMHUA
MTOJIOKUTEIHHO BIIHMSET HAa TeueHue 3aboneBanus. B OombminHCTBE
cirydaeB 3a00JleBaHHE UMEET ONaronpHUsATHBIN POTHO3 U KYTIHPYET-
Csl CAMOCTOSTEINIBHO K MOJ[POCTKOBOMY BO3PACTYy.

Ilepuoanyeckuii CHHAPOM, aCCOMUPOBAHHBIN ¢ (pakTOPOM
Hekpo3a onyxouan (TRAPS)

TRAPS (Tumor necrosis factor (TNF)-receptor associated periodic
syndrome) — ayTOCOMHO-IOMHHAHTHOE 3a00JIeBaHHE, CBA3AHHOE C
nedexkrom rena TNFRSF1A. JledekT npuBOIUT K HEMPABHILHOMY
(hopMHPOBAHMIO PELENITOPa U TIOBBIIIIEHHOMY BOCIIAIUTEIEHOMY OT-
BETY, CBI3aHHOMY C ()aKTOPOM HEKPO3a OITyXOJIH.

Kinnnveckue nposisnenus. [loropasie ataku GpeOpunbHON TUX0-
paiKu, KOHBIOHKTHBHT, OOJIM Pa3TMYHON JIOKATH3alUH (TOJOBHBIC,
abnoMuHaNbHBIE OONM, apTpajrvM, MHUAITHH), MEPHOPOUTAIBHBIN
OTEK, TUIOTHBIE JPUTEMATO3HbIE OYard Ha KOXKe, KOJIbLIEBUIHAS
spurema, iuMdaneHonatrus. Pa3BUBalOTCA CEPO3UTHI C TAKEIbI-
MH CHMIITOMaMHU. DPHUTEMAaTO3HbIC AJIEMEHThl MHUTPUPYIOT, HEpe-
KO MOSIBIIAIOTCS HaJl 00JacTAIMM MHUaITUd u apTpainruil. [lepuons
ob0ocTpenus mitcs ot 1 10 3 Helenb ¢ UHTEepBallaMu 5—6 HEJelb.
Cpenuuii BO3pacT Hayaja CHMITOMOB — 3 rofa. B kpoBu oTMeuaet-
Cs1 TIOBBINIIEHHBIN ypoBeHb pacTBopuMoro ®HO.
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Jleuenue. IlpuMeHeHne KONXHMLMHA HE OKAa3bIBAaeT CYIIECTBEH-
Horo 3¢¢eKTa, 4To SABISACTCS MapKepoM IuddepeHHanbHON -
arHocTuku ¢ CeMeWHON Cpean3eMHOMOPCKON IuXxopamakoi. [lms
KyHNUPOBAHUS aTaK MPUMEHSIOTCS KOPOTKHE KYPCHI INTIOKOKOPTHKO-
UJ0B, HECTCPOUIHbIC IPOTHBOBOCIIAIMTEIBHBIE CpeacTBa. DPdek-
TUBHO puMeHeHue oiokaropa ®HO-anbda sTanepuenTa.

Kpuonupun-accouuupoBaHHble ayTOBOCHAJIUTEIbHbIE
cunapomsl (CAPS)

Kpuonupun-accoruupoBannsie cunapomMsl (CAPS) — aytocom-
HO-IoMUHaHTHbIe AB3, XapakTepusyiomuecs 3MU30aMu ypTHKap-
HOW CBITIH, TNXOPAJKH, CHCTEMHBIM BOocTasieHneM. Pa3BuBatorcs Ha
(hone pazmuunbix nedexro rena NLRP3 (NOD-like receptor 3), BbI-
3bIBAIOIIETO T'MIEPIPOAYKLHKI0 Oenka KpuonupuHa. Ha stom ¢one
OTMEYAeTCsl TUMEPAKTUBALMS MHPIAMMAacoM M THIEPCHHTE3 IMPO-
BOCHAJIUTENBHBIX ITATOKUHOB, YTO IMPUBOAUT K YCUJIEHHOMY XPOHHU-
YeckoMy BocrnasieHuto. Onucano Heckonbko Gpenorunos CAPS:

— Cunnpom Makin-Yamica;

— MynbTHCHCTEMHOE BOCHAJIUTEIBHOE 3a00JeBaHME C HEOHa-
TanpHbIM HayaioM NOMID/Xponuueckuit ”HPaHTUIBHBIN He-
BPOJIOTHYECKO-KOKHO-apTUKYIApHBIN cunipoM CINCA;

—  @aMWIbHBIA XOJOJOBOM ayTOBOCHAJIUTEIbHBIA CHHIAPOM
1 tuna FCASI.

Knunndeckue mnposBieHus. XapaKTEpHBI 3MN30Abl JINXOPAAKH,
KOJKHasl CBINIb ¢ HEUTPOPHUIBLHONH MHPUIbTpalUel, KOHBIOHKTUBUT,
apTpaTuy, NOBBIIICHUE KOHIIEHTPALUU OCTpo(a3oBbix OenkoB. Ts-
JKECTh M YacTOTa KJIWHUYECKHUX MPOSBICHUN BapbUpPYET y MallveH-
TOB ¢ pasHbeIMu (peroTumamu CAPS.

Haumenee tsoxenbiM siBisieTcst @aMuabHbIN X0IOI0BOM ayTOBOC-
MaJUTEIbHBIA CUHIPOM, MPOSBISIOMUNACA 3MHU30aMHU XOJOAO0BOU
kpanuBHUIEL [locne corpeBanus peakuus ucyesaet. [lpu qaurtens-
HOM BO3JICHCTBHHU XOJIOZa MOXET Pa3BUThCS aHA(pUIAKTUYCCKUN
mok. [IposiBenust 00p9HO HaunHAtOTCs mocie 1020 met. [Jns au-
arHOCTHKHU CHHIPOMa IIPOBOAUTCS XOJOAOBON TECT C KYOMKOM JIbAA.

Cungpom Maki-Yamica oTin4aeTcs CPeaHETSIKEIIBIM TEUCHUEM.
CHUMNOTOMBI MOTYT MEpPCHUCTHPOBaTh Ha HU3KOM BOCHAJINUTEIBHOM
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YPOBHE aKTHBHOCTH C HayaJioM B paHHeM Bo3pacte. [Ipu nuxopan-
Ke B ITPOIeCcC BOBIIEKAIOTCS KoXkKa (YpTUKapHAs ChIIb, MUTPUPYIOIIAS
sputemMa), ria3a (KOHBIOHKTHUBUT, YBEHUT, JIMHUCKIEPHUT), TOJIOBHOU
MO3T (OT TOJIOBHOW OOJIM IO aceNTHYeCKOr0 MEHWHTHUTA). XPOHU-
YeCKOe BOCIIAlIEHUEe BHYTPEHHETO yXa MPUBOAHUT K (POPMHUPOBAHUIO
HEHPOCEHCOPHOM TYroyxocTH. Y TpETH MNAlUEHTOB pPa3BUBACTCA
BTOPUYHBIH aMHJIONJI03.

NOMID/CINCA — CHUHIPOM C TSKEIbIM TEYCHHUEM, C CHUCTEM-
HBIM BOCTIATUTEIHHBIM MMOPAXKCHUEM OPTaHOB, IMOCTOSHHOUN cybde-
OpMIIBHON JIMXOPAJKOW, CHITIBIO, TIOPAKEHUEM TJIa3, apTPOMATHIMH,
Pa3BUTHEM aceNTUYECKOro MEHMHTUTa. Hadamo cuMIToMoB 0OBIYHO
B MJIaZieHYecKOM Bo3pacTe. [Ipu oTcyTCTBUM Tepanuy pa3BUBAIOTCS
TSKEIIbIe OCJIOKHEHHS B BHJIE TOTEPU 3PEHUS, KOTHUTHBHON HeNo-
CTaTOYHOCTH, JIeHOPMUPYIOMIUX apTPONATHIA, TSKEIOro acernTuye-
CKOT'O MEHWHTHUTA, TUpoedaIny.

Jleuenne. B tepanuu npumensrotcs 6mokaropsl MJI-1 (kaHakuHy-
Ma0, pUHOJAIENT, aHAKWHPA) C OYeHBb XOpOIIuM d(hdekToM, HecMo-
TPsl Ha TE€TEPOreHHOCTh KIIMHUYECKUX MPOsIBICHUN. J{J1s manueHToB
¢ ®aMUITBHBIM XOJIOJIOBBIM 2y TOBOCHATUTEIBHBIM CHHAPOMOM BaiK-
HO IIPEJOTBPAIICHUE KOHTAKTA C XOJIO/IOM.

HedexTbl KOMILTIEMEHTA

Cuctema KOMITJIEMEHTa COCTOUT U3 JIeBITH KoMmoHeHTOoB (C1-C9)
u perynsaTopHeix OenkoB (Hampumep Cl wmaTHOHTOp, C4 CBI3HI-
BarOIIW TIpoTenH, nporepauH u daktopsl H u [ u ap.). Cuctema
KOMIUJIEMEHTa UT'PaeT CYLIECTBEHHYIO POJb B PAa3BUTHH BOCIAIH-
TEJIBHOTO OTBETA U 3alUTe OpraHu3Ma OT MH()EKIHOHHBIX areHTOB.
K Hacrosiiiemy BpeMeHHU ONMCaHbl BPOXKICHHBIC Ie(EKThI TPAKTHYE-
CKHM BCEX KOMIIOHEHTOB KOMILJIEMEHT. B 3aBrcuMoOCTH OT Nedunurta
KOHKPETHBIX KOMIIOHEHTOB CHCTEMbI KOMIUIEMEHTA, KIMHHYECKHE
MIPOSIBJICHUSI BAPBUPYIOT OT TSIKEIBIX HHPEKITMOHHBIX 3a00JIeBaHHI,
ayTOMMMYHHBIX CHHAPOMOB JI0 HAaCJIEJCTBEHHOTO aHTMOHEBPOTHYE-
CKOT'0 OTeKa.
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HacJiencTBeHHbI AHTHOHEBPOTUYECKHI OTEK

Hacnencreennsbiii anruoneBporudeckuii orék (HAO) — 3ab60-
JieBaHUE C ayTOCOMHO-IOMHUHAHTHBIM THIIOM HAaCJEJOBAaHMS, Xa-
pakTepu3yrolieecss PEUUAUBUPYIONIUMHU  OTEKAMU  pPa3IUuHOU
JIOKaJIM3aIUH.

MonexynsipHbiii nedexT. 3a0oneBaHNUe pa3BUBAETCS BCIEICTBHE
TeHETUYECKH OMOCPEAOBAHHOTO AS(HUIINTA HIIN HAPYIIECHUS ()yHKIU-
oHanpHOM akTHBHOCTH Cl-mHrmOuropa (murudburop Cl-scTepasbl),
KOTOPBIN PEryJlnpyeT aKTHBAIMIO CUCTEMbl KOMIUIEMEHTA, a TaKXke
BBICTYTAET KaK OTPHUIATEIbHBII Peryasarop TpanchopManuu Iias-
MHHOTE€HA ¥ BBICOKOMOJIEKYIISIPDHOTO KMHHHOTE€HA C 00pa3oBaHHEM
OpanukuHuHa. [lpn nedexre Cl-acTepasbl HapyIIarOTCS TMPOIECCHI
CBEPTHIBaHMS KPOBH ¢ 00pa30BaHUEM OOJIBIIOrO KOJTHYECTBa Opau-
KUHUHA. BpaInKUHUH MOBBIIIAET COCYJUCTYIO IPOHUIIAEMOCTb, YTO
BEZET K (POPMHUPOBAHUIO OTEKOB.

YV Oonpmieit gactu marueHToB ¢ HAO BBIABISIOTCS MyTallud B
rede SERPINGI (Serpin Family G member 1), kogupytomem Cl-mH-
rudutop. B stom ciyuae passuBaercs HAO I tuna. ¥V 15% nanu-
eHToB KoHLeHTpauus Cl-uHrubutopa HOpManbHa, HaOJIOAAaETCS
Hapy1ieHue ero ¢yHKiuunoHanbHoi akTuBHOCTH — HAQO II Tuna. Bei-
nerneH Takke penko Berpeuarommuiicss HAO 111 tuma, mpu xoTopom
koHIeHTpanus u pyaknus Cl-uHrnduropa HOpMaasHEL [Ipeamoro-
KUTEITBHO, TEePEKT CBSA3aH C TEHETUYECKUM AePekToM KOHTpos XII
(akTopa cBepTHIBAHUS KPOBU.

Knunudeckue nposiBneHusi. XOJOJHBIC, HE3YASIIUE OTEKH pas-
HBIX YacTell Teja, KOTOPbIE Pa3BHUBAIOTCS B TEUEHHE HECKOJIBKHUX
gacoB W naxe gHer. OTEKM MOTYT COXpaHSATHCA HECKOIBKO CYTOK
Y KyIUPOBAaTHCA CAMOCTOSITENIEHO Oe3 rmociencTBruid. Jlokanmm3anus
OTEKOB — JIUIIO, IIIesl, TOPTaHb (y YeTBEPTH IMAIMEHTOB), KOHEUHO-
CTH, CIU3UCTas >KEIyJOYHO-KUIIEYHOI'O0 TPAKTA, MOJIOBBIE OPraHBbI.
KusneyrpoxaromuMu sBISIOTCS OTEKH ropTaHd. OTEKH CIU3UCTON
KKT compoBoxaaroTcsi aOJOMUHAJIBHBIMU OOJISIMH, MUMUKPUPYS
OCTPYIO XHPYpPTrUYecKyI0 MaToNOTHIO. TpHrrepaMu aTtakd MOTYT
OBITH CTpecchl, HH()EKITMOHHEIE 3a00JIeBaHUs, MEHCTPYaIlu, TOPMO-
HaJlbHbIe TUCPYHKINUH, TpaBMblL. OHAKO, Y YaCTH MAIUEHTOB OTEKH
BO3HHUKAIOT 0e3 BUAMMON MpuunHbl. OTEKM HE CBSA3aHBI C BO3/CH-
CTBHEM aJijiepreHa, uro oraudaeT HAO OT amiepruyeckoro aHru-

57



ooréka Kpunke. Yarie Bcero, oTeKM HAYMHAIOT MOSABISATHCS IMOCIIE
10 meT u BO B3pocioM Bo3pacTe. YacToTa, JoKaIu3aus U TIKECTh
OTEKOB BapbUPYET JaXKe Y YJIEHOB OJIHOM CEMbH.

Jleuenne. Tepamms HAO BkIrogaeT KyNMHpPOBaHUE OCTPBIX aTak,
KPaTKOCPOYHYIO MPOPMIAKTUKY (IIepes] OIepaTUBHBIMHU BMeIla-
TENbCTBAMH, CTOMATOJOTMYECKUMH MNPOLEAypaMH) U JOIT0CPOY-
HYI0 NPOQUIAKTUKY pelnIuBOB. DPPEKTHUBHBIM SIBIISICTCS BBEACHUE
koHneHTpara Cl-uHrHOMTOpa PEKOMOWHAHTHOTO HIIM JOHOPCKO-
ro. AJIBTepHATHBHBIM METOJIOM SIBJISIETCSI BBEACHHE CEIEKTHBHOTO
KOHKYPEHTHOT'O0 aHTaroHWCTa OpaJIMKHHUHOBBIX B2-penentopoB —
nkarnbanTa. Kpome BbINIEyKa3aHHBIX IIPENapaToB IMPUMEHSIOT
AHTUPUOPUHOIUTHUECKUE Tpernaparbl — TPAHEKCaMOBYIO HIIN
€-aMMHOKAIIPOHOBYIO KHCIIOTY.

Just npouinakTHKN OTEKOB TIepel XUPYPrUYECKUMH U CTOMATO-
JIOTHYECKUMHU BMEIIATEIHCTBAMU IPUMEHSIIOT KOoHIIeHTpat Cl-uHru-
OMTOpa UK CBEKE3aMOPOKEHHYIO IOHOPCKYIO IIa3MY.

Jonrocpounas mnpoduIakTHKa OTEKOB MOAOWMpAEeTCS WHJIH-
BUIyaJIbHO: 3aMecTuTenbHas Ttepanus Cl-WHTHOMTOpPOM, aHTH-
(UOpHHOMUTHYECKHE Tpenaparbl, WHTHOUTOPHl KaJJIMKpEHHa,
aTTEHYyUPOBAaHHBIN aHAPOTEH JaHA30JI.

['MIOKOKOPTHKONAB U AHTUTHCTAMIHHBIC TTPEnapaThl He KyIHupy-
o1 oTéku pu HAO, 4To OTHYaeT uX OT aJJIepruieckoro aHTHoOT-
éka Keunke.

CI/IHIII)OMLI ¢ KOCTHOMO3I'0BOI HEAOCTATOYHOCTBIO

I'pynma cuHapoMOB, KOTOpasi MOCIEAHEH ObLIa BHECEHA B KJlac-
cuduranno Bpoxnenusix aedexkroB uMmmyHuteTa. Cpeau Hanbomee
4acTO BCTPEUAIONIMXCS 3a00JI€BaHNUN B IJAHHOU rpyIine — AHeMHUs
®ankoHu, HacneacTBeHHbIE TUCKEPATO3BI.

Brerssneno 22 reHeTHueckux BapuaHTa aneMuu PaHkoHH. 3a00-
JIeBaHME CBS3aHO ¢ AeekramMu B KilacTepe OENKOB, OTBEUYAIOIINX
3a penapanuto JIHK. XapakTepHbIMM KIMHUYECKHMH IpU3HAKa-
MH SIBISAIOTCS BPOXKJAEHHBIE NOPOKHU (MajieHbKas roJjioBa, 3aJepiKKa
pa3BUTHS, aHOMAJIbHAs MUTMEHTALMs, aHOMAJIUM CKeJleTa — HeJlo-
pa3BUTHE JIy4eBOW KOCTH, OTCYTCTBHE WJIM yKOPOUEHHE OOJIBIIOTO
najblia pyK, KOCOJAIOCTh, BPOXKAECHHBIH BBIBUX Oeapa), HEBPOJIO-
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TUYEeCKUe MPOsBICHUs (KOCOIIa3ue, NIyX0oTa, OMYIICHUE BEKa, yM-
CTBEHHAsI OTCTaJIOCTh), HEJOPa3BUTHE TMOJOBBIX OPraHOB, MOPOKU
mmoyek, cepana. PazButre mMuToNeHU BiedYeT 3a co00il cephe3HbIe
WH()EKITMOHHBIE OCIOKHEeHHs. JKH3HEYTpOKAIOIMIMMHU OCIOKHEHH-
SIMU SIBJISIIOTCSL aINIACTUYECKass aHeMHS W HEOILUIACTHYECKHE IIpPO-
neccel. Tepamusi BKJIIOYAaeT TIeMOIOITHYECKHE (DaKTOphBl pocTa,
TpaHc(hy3uH JOHOPCKHUX 31eMeHToB KpoBu, TI'CK.

HacnencTeenHbie JuCKepaTo3bl — Tpylma 3a0ojeBaHUM, IPO-
SIBIISTFOIIIUXCSL  HEIOCTATOYHOCTBIO KOCTHO-MO3TOBOTO  KPOBETBO-
peHHS M KOMIUIEKCOM CITCIIH(PHICCKUX CHMIITOMOB. 3a00JICBaHHS
pPa3BUBAIOTCA BCIIEACTBHE JIe()EKTOB T'€HOB, MPOAYKTHI KOTOPBIX
YY4acTBYIOT B IpoIleccaX KPOBETBOPCHHUsI, OPOTOBCHHS M perapa-
unn JJHK. Knunnueckue nposiBieHUs] BApUATHUBHBI, OTHAKO, Y BCEX
MAIMCHTOB Pa3BUBACTCS HEJIOCTATOYHOCTH KOCTHO-MO3TOBOTO KPO-
BETBOPEHUSI — OFHO- JBYX- WJIM TPEXPOCTKOBHIE NHUTONECHUHU. B
3aBUCHUMOCTH OT (OpMBI 3a00ieBaHMS HAOMIOAAIOTCS: HAapyIICHUS
MMATMEHTAIIMU KOXKU M CIW3UCTHIX, THIEPKepaTos3, ajomnerus, Jek-
KOIUTaKUs, TUCTPO(Us HOI'TeH, HAPYIICHUS Pa3BUTHUS, MUKpoIeda-
Jinsg, YMCTBCHHAA HECAOCTATOYHOCTDh, BPOXKACHHLBIC TIOPOKU Pa3BUTUSA
cepila, TMOoYeK, CKEeJeTHbIE aHOMalliu, HEBPOJIOTHYECKHE Hapylle-
Hus. Ilpu GonmpmmHCTBE (DopM ommcaHa (PyHKIMOHATBHAS M KOJH-
YecTBEHHAsl HEJIOCTAaTOYHOCTh B-mumdonntoB, NK-kieTok, ¢ yem
CBSI3aHO Pa3BUTHE HMMYHOAC(DUIIMTHOTO COCTOsHHS. B nedeHun
npumensitorcs TI'CK y 4acTu nanueHToB, peTHHOUIbI, CUMIITOMA-
TUYCCKasd, MECTHas TCpamus.
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