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Pe3rome. bone3Hn HMMMYHHOH IUCPEryasiiUHM MPEACTABISAIOT €000 TIeTepOreHHyI0 TpyIILy
NEPBUYHBIX UMMYHOJEGHUIMTOB. B cTaThe paccMOTpeHbl 0COOEHHOCTH KiIMHUYeckoro teueHus ALPS u
APDS-cunapoma, a Takxe aedekroB T-perymstopHbix iumdouutoB y gereid. I[IpoBenén anammus
MMMYHOJIOTHUECKUX TTOKa3aTesei, a U OIEHEHA UX JUAarHOCTUYeCKas 3HAaYUMOCTb, KOTOPBIE MO3BOJISIOT
CBOEBPEMEHHO BBISBIIATH TKENBIE (POPMBI MIMMYHHOM TUCPETYISIUH U YITy4lIaTh MPOTHO3 MAIlMEHTOB.

KarueBble cjioBa: 00JI€3HM MMMYHHOH AMCPETYNALNHU, NepBUYHbIE UMMyHoAepuuuTsl, ALPS,
APDS, nmMmmyHorpamma.

Resume. Immune dysregulation diseases are a heterogeneous group of primary
immunodeficiencies. The article discusses the features of the clinical course of ALPS and APDS syndrome,
as well as defects of T-regulatory lymphocytes in children. The analysis of immunological parameters was
carried out, and their diagnostic significance was assessed, which make it possible to detect severe forms
of immune dysregulation in a timely manner and improve the prognosis of patients.

Keywords: diseases of immune dysregulation, primary immunodeficiency, ALPS, APDS,
immunogram.

AKTYaJIbHOCTb. 32 MMOCJIETHUE TO/Ibl UHTEPEC K OOJIE3HIM UMMYHHOU TUCPETYISIUN
3HAUUTEIBHO BO3POC, YTO CBSI3aHO C PA3BUTHEM MOJIEKYJISIPHO-TEHETUYECKUX METOJ0B
JUATHOCTUKU U POCTOM BBISIBISIEMOCTH MNEPBUYHBIX HMMYyHOIePuuuToB. NMMmyHHas
TUCPETYISIMS TPUBOAUT K HAPYIICHUIO OalaHca MEXAY MEXaHU3MaMH aKTHUBallUM U
MO/IABJICHUSI MMMYHHOTO OTBETa, B peE3yJbTare Yero y NalMEeHTOB HaOIIOIAI0TCs
ayTOMMMYHHBIE MPOLIECChI, XPOHUYECKOE BocnaieHue, JauMdonponudepauus u
peuunuBupytomue uHbexkuuu [1]. OcoOyro CIOKHOCTb MPEJACTABISET BBICOKAs
BapualOeIbHOCTh KIMHUYECKUX TPOSBICHUM, W3-3a YEro JAUAarHOCTUKA HEPEAKO
3aJIEPKUBAETCS HA HECKOJIBKO JIET.

B neauarpuueckoil nmpakTuke 3a00JieBaHUs UMMYHHOW TUCPETYISAINMN UMEIOT 0c000€e
3HaYEHUE, MOCKOJIbKY paHHHUU JeOI0T U OBICTPOE MPOrPECCUPOBAHUE MOTYT MPUBOAUTH K
TSKENBIM  OCIIOKHECHUSIM, IOPAXEHHUID HECKOJBbKMX OpPraHOB W HWHBaIMAW3auuu [2].
Hanbonee akTyadbHBIMH OCTAIOTCA BOIMPOCHl PAHHETO BBISIBICHUS CHEU(UUECKUX
MMMYHOJOTUYECKUX MApPKEPOB U CTPATU(PUKAIINU TAIUEHTOB [0 PUCKY TSHKEIOTO TEUCHUSI.

2157



Heab: u3yunTh KIMHUKO-UMMYHOJOTHUYECKHE OCOOCHHOCTH 0OJie3HEH HUMMYHHOMN
TUCPETYISIIMNA Y JIeTe M OIEHUTh JAUArHOCTUYECKYI0 3HAYMMOCTh MMMYHOJOTHUYECKUX
moKa3aTelien.

3agaun:

1. Ilpoananu3upoBaTh KIWHUYECKHUE TMPOSBICHUS PA3IUUYHBIX (HOPM HMMYHHOUN
JTUCPETYIISILUH.

2. OueHuTh 0OCOOCHHOCTHM MMMYHOJIOTHYECKUX MOKa3zareleld y MalMeHTOB Pa3HbIX

TPYIIIL
3. OnpenennuTs TMAarHOCTUYECKYIO 3HAYMMOCTh IMMYHOJIOTHYECKUX MAPKEPOB

Marepuanabl 1 Meroabl. [IpoBen€H peTpoCnekTUBHBIN aHamu3 60 METUIIMHCKHUX
KapT JeTer B Bo3pacTe oT 1 mecsia g0 18 ner, mpoxoauBIIKNX 00CIEAOBAaHUE U JECYCHHE B
PHIIL] neTckoit OHKOJIOTUU, T€MaTOJIOTMU U UMMYHOJOTHUH. [laliieHThl ObLIN pa3eieHbl Ha
IPYIIbl B 3aBUCUMOCTH OT T€HETUYECKHU MOATBEPKAEHHON (PopMbl 3aboneBanusi: ALPS-
cungpom, APDS-cungpom u gedexts T-perynaropubix umdonutoB. KoHTposbHYIO
TPYIIy COCTaBUIU YCIOBHO 3I0POBBbIE JeTU. /[ OLEHKM KIMHUYECKUX MPOSIBICHUN
MPOBOJIUIIACH OaJuTbHAs CTPATU(UKAIIUS TSXKECTH MOPAKEHUS PA3IUYHBIX CUCTEM OPTaHOB.
NmMmyHONornueckoe o0ciaeaoBaHuE BKIIIOUANIO ONpeeNeHne CyOnomysiiuii TuMGOIUTOB
METOIOM MPOTOYHOU muToMeTpuu. CrarucTudyeckas oOpabOTKa AAaHHBIX BBIMOIHAIACH C
UCIIOIb30BAHUEM METOJIOB BapualMoHHOW cTaTucTuku u ROC-ananmza s OLEHKHU
JMAarHOCTUYECKON TOYHOCTH MTOKA3aTEeIEeH.

Pe3yabraTrel U ux o0GcyxaeHue. Pe3ynbrarhl aHaiv3a Bo3pacTa MaHH(ecTaluu
3a00J1€eBaHMs MOKa3ajdu, YTO Hauboyiee paHHUE KIMHUYECKHE MPU3HAKHU, MOTPEOOBABIINE
oOpaieHusi B IIEHTp JJIS TMPOBEICHUS  YIIyOJNEHHOro oOcienoBaHus, ObLIU
3aperucTpupoBansl B 1-ii rpynie u cocrasw 1,29 [0,74; 2,98] rona, Bo 2-i1 rpynme — 1,31
[0,58; 4,23] rona, Toraa kak B 3-d TpyIIe ATOT MOKa3aTeidb ObLI 3HAYUTEIBHO BBIIIE U
nocturan 14,07 [2,97; 17,08] roma. IlomydyeHHble AaHHBIE CBHAETEIBLCTBYIOT O Oolee
panHeMm nebOtore 3aboneBanus npu cuHapomax APDS u ALPS mno cpaBHeHuwo c
HapylmieHUusIMU ~ T-reg-acCOllMMPOBAHHOTO CHEKTpa, YTO MOXET OTpaxarb Oolee
BBIPAKEHHYIO KIIMHUYECKYI0 HACTOPOKEHHOCTh B paHHEM BO3pacTe u 0ojee arpecCUBHOE
TEYEHHUE MATOJIOTHYECKOTO MpoIlecca B MEPBBIX JBYX IpyInax. BakKHO OTMETUTH, YTO CTOJb
paHHsIsi MaHu(ecTalus HEPEAKO MPUBOAUT K Oojiee ObIcTpoMy (HOPMUPOBAHUIO CTOMKHUX
MMMYHHBIX HapylmIeHUH M OCJIOXHEHUM, YTO MOJYEPKUBAET HEOOXOAMMOCTH PaHHEro
pacrno3HaBaHUs JAHHBIX COCTOSHUM [3].

[Ipu cTparudukany TSKECTH MOPAKEHUsI OTAEIbHBIX OPTaHOB U CUCTEM B MOMEHT
MaHu(decTaIMyu MCIoiab30Bajach OabHas oreHka or 0 go 4, rme 0 COOTBETCTBOBAI
OTCYTCTBUIO KIMHUYECKHX NPOSBICHUN, a 4 — JKU3HEYIPOKAIIEMY COCTOSHHUIO. Y
nainueHToB ¢ cuHapoMoM ALPS nauOosiee BbIpaKE€HHBIMU OKa3alUCh AyTOMMMYHHbIE
uuronenun (1,8 Oamma), 4actele wuHeKHUOHHbIE Tmponecchl (1,72 Oamnma) wu
nmuMmdonponudepauus (1,62 6amna). s cungpoma APDS Beaymumu mposBICHUSMU
Takke ObLn yacthie mHMeknuu (1,6 6amna) u numdbonponudeparnus (1,62 6anna), 4To
comnacyercs ¢ u3BecTHOU posbio HapymieHus: PI3K-curnanuura B gopmupoBanuu aedexra
MPOTUBOMH(EKIIMOHHON 3alIUThl U XPOHUUYECKOM UMMYHHON aKTHBAllUU. Y MAIlUEHTOB C
HapylmieHusIMU T-reg- 3B€Ha KJIMHUYECKash KapTuHA OblIa MEHEE BBIPAXKEHHOM, OIHAKO
oTauYanach NoJuMopdu3aMoM: oTMedaluch SHJIOKpuHomatuu (1,29 Oanna), MuTONEeHUU
(1,14 6anna), rpanyneMaro3nbie uamMmeHenus (0,57 6aina), a TakKe TOPAKEHUS KOXKH U 11a3
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(0,71 ©Oanna). Takas BapuaOeIbHOCTb MPOSBICHUNA MOXKET 3aTPYAHIThH PAHHIOK
JTUATHOCTUKY M OOBSCHATH OoJiee TO3/[HEE HalpaBlIeHHE HTUX TMAIMEHTOB Ha
crieniuaJn3upoBaHHOe oOcienoBanue [4].

I OlleHKM AMAarHOCTUYECKOM 3HAYMMOCTH TMOKa3areled HWMMYHOTpaMMbl ObLI
BbINOJMHEH ROC-ananu3 ¢ MoCTPOEHNEM XapaKTEPUCTUUECKUX KPUBBIX. Y TMAIMEHTOB 1-U
rpyIIbl HauOoJee BBHICOKYIO CHEU(PUIHOCTh MPOJEMOHCTPUPOBAIIA aKTUBUPOBaHHbIE T-
auM@orutsl (Takt) ¢ AUC 0,98 npu p=0,001, a Taxxe Tumuueckue murpanTsl (TM) c AUC
0,94 npu p=0,004. Bo 2-ii rpynmne Hanbonee MHOOPMATUBHBIM IMOKA3aTEIEM OKa3aJIHCh
nBax el HeratuBHble T-nmumdonutsl (DNT), mns xoropeix AUC cocraBuna 0,96 npu
p=0,0002. B 3-ii rpynmne HauOOJbIIYI0 JUATHOCTUYECKYIO IIEHHOCTh MMENU ypoBeHb T-
perynstopubix numdonuroB (T-reg), AUC 1,0 mpu p=0,0007, a Takxke TUMUYECKHUE
MUTPaAHTHI, AJ1s1 KOTOphIX Takxke Obuta nomydeHa AUC 1,0 mpu p=0,0005; npu 3ToM y Bcex
ITAIMEHTOB OTMEYaJoCh CHmkeHue T-reg no 2,7% wn Mmenee. I[lomydeHHblE TaHHBIE
YKa3bIBAIOT HA TO, YTO OTACIbHBIE KJIETOYHbIE CYOMOMysSIIMN MOTYT UCIOJIb30BaThCS Kak
BBICOKOMH(OpPMATUBHBIE J1Ta0OpaTOpHbie Mapkephl Wit AudPepeHImanbHON TUarHOCTHKA
Pa3IMYHBIX BAPUAHTOB MEPBUYHBIX UMMYHHBIX HAPYILICHU.

Pe3ynbrarsl mpOBEAEHHOTO HCCIENOBAHUSA MOATBEPKIAIOT, 4TO CUHApPOMBI ALPS,
APDS u T-reg-accoruupoBaHHbIE HapYIICHHS UMEIOT Kak oO0Iue 4epThl MMMYHHOU
TUCPETYISIIUY, TaK U OTYETIIMBBIC PA3JIUUUS B CTPYKTYPE KIMHUUYECKUX U JIa0OPaTOPHBIX
nposiBieHui. Haumbonmee panHuil 1e00T W BBICOKAs 4acToTa HHQPEKIIMOHHO-
nuM@onponudepaTuBHBIX MposiBIeHUN xapaktepHbl Juist ALPS u APDS, torna xak npu T-
reg-ne(pUIUTHBIX COCTOSHUSIX TEUEHHUE HEpenko Ooliee mo3aHee W MOIUMOpPGHOE, YTO
MOXET OTCpPOYMBATHh IMIOCTAHOBKY JAMarHosa. lcnoib3oBaHHE HWMMYHOJOTHUYECKUX
MapkepoB C BBICOKOM ROC-3HaUMMOCTBIO MOBBIIIAET TOYHOCTh PAHHETO BBISIBICHUS
JTAHHBIX 3a00JIEBAaHUN U CO3/1a€T OCHOBY JyIsi 0oJiee MEePCOHAIM3UPOBAHHOTO MOJAXOAa K
BEJCHHIO MALIMEHTOB [5].

BbiBOAbI:

1. bosie3HM UMMYHHOM AUCPETYISALIMU XapaKTEPU3YIOTCS BBIPAKEHHON KIIMHUYECKOU
reTEePOreHHOCTHIO U CI0KHOCTHIO PAaHHEH IUaTHOCTHUKHU.

2. lna ALPS- u APDS-cunapoMoB xapakTepeH paHHUM 10T U mpeolnagaHue
MH(EKIMOHHBIX U JTUMpornponudepaTUBHBIX TPOSIBICHUH.

3. HmMyHonorumyeckue TMoOKa3aTeiaud o0OJaJal0T BBICOKOW JIMArHOCTHUYECKOM
3HAQYUMOCTBIO U MOTYT UCIIOJIb30BAThCA IS PAHHETO BBISIBJICHUS 3a00JI€BaHMUS.
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