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XULOSA

Ushbu sharh maqolasi birlamchi immunitet tanqisligi
(PID) yoki tug’'ma immunitet xatolari (TIX) bilan
og 'rigan bemorlarni tashhislash va aniglashning asosiy
immunologik imkoniyatlarini tanishtirish va taqdim
etishga bag’ishlangan. Birlamchi immunitet tanqisligini
laboratoriya baholash qiyin, ammo bu bemorlarni
davolash uchun zarurdir. Bosqichma-bosqich, tizimli
test keraksiz testlarsiz to’g’ri tashhis qo’yish uchun
muhimdir. Sinovga bunday ko’p bosqichli yondashuv
bilan shifokorlar o’z bemorlariga foyda keltiradigan
tegishli va yo’naltirilgan qarorlar qabul qilishlari
mumkin. Sinov echimlariga o xshab, ushbu natijalarning
talgini har doim bemorning kontekstiga va uning hozirgi
klinik holatiga joylashtirilishi kerak. So’nggi bir necha
yil ichida immunodiagnostik tadgiqotlarda ko plab yangi
yangiliklar paydo bo’ldi va ufgda yangi protokollar
paydo bo’ldi. Zamonaviy diagnostika laboratoriyalari
endi hujayra belgilarini baholash bilan cheklanib
qolmaydi, balki endi turli xil funktsional tahlillarni
amalga oshirishi mumkin. Immunitet tizimi hagqidagi
bilimlar oshgani sayin, birlamchi immunitet tanqisligini
aniglashga yordam beradigan yangi testlar paydo
bo’ladi.

Kalit so’zlar: tug’'ma immunitet xatolari, birlamchi
immunitet tanqisligi, immunitet tizimi, klinik ko rinishlar.

Ba:kHocTh uM3yuyeHusi JaHHO# mpodJeMbl. 3a mo-
cieanue 25 neT oOUIMPHBIC UCCICIOBAHUS U TEXHOJO-
THYCCKUE JTOCTIIKEHUs MPOJABUHYIIM HAYYHOE IMOHHMA-
HUE WMMYHHOW cucTeMbl. KIMHHUecKre UMMYHOIIOTH
CMOTJIM U3BJIeYb BHITOAY U3 OTHX HAyYHBIX J10CTHKECHUH,
nepeaaBasi (PyHIaMCHTAJIbHBIC HAYYHBIC OTKPBITHS IIa-
LUCHTaM, TeM CaMbIM OOECIIeUrBas YJIydlICHUs B Jua-
THOCTHKE W JICUCHUH IMEPBUYHBIX UMMYHOIE(HHUITUTOB.
Knaccudukarusi nepBUYHBIX HUMMYHOAES(PHUIIMTOB pac-
LIMPIJIACH B PE3YIIBTATE 3TUX BO3POCIIUX 3HAHUIL, U B Ha-
crosiiee Bpemst uzBectHo Oonee 250 TN/ [1,2,4,7,10].
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SUMMARY

This review article is devoted to the introduction
and presentation of the main immunological possibilities
for the diagnosis and detection of patients with PID or
IEL Laboratory assessment of primary immunodeficien-
cy is difficult, but necessary for the treatment of these
patients. Step-by-step, systematic testing is important to
make a correct diagnosis without unnecessary testing.
Thanks to this multi-level approach to testing, doctors
will be able to make appropriate and targeted decisions
that will benefit their patients. Like testing decisions, the
interpretation of these results should always be placed in
the context of the patient and their current clinical situ-
ation. There have been many new innovations in immu-
nodiagnostic research over the past few years, and new
protocols are looming on the horizon. Modern diagnostic
laboratories are no longer limited to the assessment of
cellular markers, but can now perform a variety of func-
tional analyses. As knowledge about the immune system
expands, new tests will become available to help diag-
nose primary immunodeficiency.

Keywords: inborn errors of immunity, primary im-
munodeficiency, immune system, clinical manifestations.

Bpaun MoOryT A1MarHoCTHpOBATh MIMMYHHbIE HAPyIICHUS
ropasJio paHblile, IPeA0CTaBIsITh Oosee IPPEeKTUBHOE U
LieJICHapaBJIeHHOE JICYeHNE, CHUKATh 3200JIeBaeMOCTb/
CMEPTHOCTH MAaMCHTOB M IOBBIIIATh KAaY€CTBO >KU3HU
CBOMX TMaIMenToB [3,5,6,8,12,15].

[Tpubnuzurensno 50-60 % Bcex BBISBIEHHBIX Iep-
BUYHBIX IMMYHO/I€(DMILIMTOB BbI3BaHbI Ae()EeKTaMU BbIpa-
6otku antuten [2,9,13,16,19,22]. T'ymopanbHble Aedek-
THI TAK)KE CBA3aHBI C TTOBBIIIEHHONW YAaCTOTON Pa3BUTHS
AyTOMMMYHHTETA, DHTEPONATHH, TI'PaHYJIEMaTO3HOIO
3a0osieBaHus U JTUM(OLUTAPHOTO MHPHUIBTPATa JIETKUX
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[4,5,9,13,18]. Tak, HauOosiee BaKHBIMH IE€PBOHAYAITb-
HBIMHA CKPHHHHTOBBIMH TECTaMH IPH TIOMO3PEHUH Ha
TYMOpPaJIbHBI UMMYHOJIC(UIIUT SIBISIOTCS OLICHKU KO-
JMYECTBEHHBIX nMMyHoroOymuuoB (IgG, IgA, IgM u
IgE) [11,22,24,27,29]. Kpaiine Ba)XHO, YTOOBI pe3yibTa-
THI 3THUX TECTOB CPABHHUBAINCH C HOPMAJIBFHBIMHU 3HAYE-
HUSIMH, CKOPPEKTHPOBAHHBIMH I10 BO3PACTY, OCOOCHHO y
neTeil. B menom, rumoraMManioOyIMHEMHEs OIIpeeIIsieT-
¢, KOT/Ia 3HaYeHUE COCTABIIICT MEHEe ABYX CTaHIapT-
HBIX OTKJIOHEHUW HHMKE€ HOPMBI, CKOPPEKTUPOBAHHOH 110
Bo3pacty. Kpome Toro, aramMmarioOyliuHEMHUs OIpejie-
nsietest ipu yposre IgG menee 100 mr/mn. Ecim oOna-
pYy)KHBaeTcs JIIO00H M3 3TUX NMPU3HAKOB, CIEAYET IMPO-
BECTH JaNbHEHIIee NMMYHOJIOTHYECKOe 00CIeI0BaHNE
[10,12,24,28].

ITockonbKy cnenu(pUIHOCTh AHTUTEN TaK JKE BaXK-
HA, KaK ¥ YPOBHH MMMYHOIJIOOYJHHOB, OI[CHKA TUTPOB
crenn(hUIeCKUX aHTUTEN TakKe UMEET pelraromiee 3Ha-
YeHHUE MPU OICHKE MPEII0IaraeMoro ryMopaibHOTO M-
MyHoOzAe(HUIHUTA.

Eciu nepBoHaYa bHBIA CKPUHHUHT KOJIMYECTBEHHBIX
YPOBHEH aHTHUTEN WIH CIEeMUPUISCKON TIPOTYKIIUU aH-
THTEN JaeT TPEBOXKHBIE PE3yNbTaThl, MOKHO MPOBECTH
JTOTIOJTHUTEIBHOE TECTUPOBAHKE, HATIPUMED, TIPOTOYHYIO
LHUTOMETPHIO JJIsl OLIEHKH KOJMYESCTBA WM CO3PEBaHUS
JTUMQOIUTOB WM TeHETHYECKOE TECTHPOBAHUE HA My-
TaIuy, BEI3BIBAIOIINE TyMOpaibHBIe nedekThl. Hakoner,
B HEKOTOPBIX MEIUIIMHCKUX IICHTPAX TOCTYITHBI IPyTrue
METONbI TECTHPOBAHHS, KOTOPhIC MO3BOJIIOT OICHUTH
nedeKThl CUTHaIU3aIui B-KieTok u nmpoOiieMbl ¢ Ono-
CHHTE30M UMMYHOTI00ymuHoB [5,17,21,25].

OnmuuM M3 HambOoJsiee paclpoCTPaHEHHBIX 3abolie-
BaHU, TPUBOASAIINX K 3HAYUTCIBHOMY T'yMOPAJIbHOMY
nedunuty, sSBISETCS OOIMMA BapraOeTbHBIH UMMYHO-
nedumut (OBUH). JInsa auarnoctukn OBUH TpeOyer-
cst HU3KUH ypoBeHb IgG ¢ HU3KUM ypoBHeM IgA w/unu
IgM, a taxxe neeKTHBIA OTBET aHTUTE] HAa BaKIIMHA-
uro [2,7,14,19].

[IpoTouHast TUTOMETPUS MOKET MCIIOIB30BATHCS
JUTSL OLICHKH COCTOSIHUsSI co3peBaHus B-immMdormToB Ha
ocHoge skcnpeccun IgM, IgD, CD27 u CD38. 3pensle,
HauBHBIE B-mmdornmtsl akcnpeccupytor IgM u IgD, Ho
He skcnpeccupytor CD27 u CD38. Tlocne akTuBammu
aHTHTeHa B-THM(OIMTE TOBBIIIAIOT PETYIAINIO MapKe-
pa akruBaru/mamsitia CD27 u cranoBstes: B-kierkamu
namsiti. KommaptMeHT B-KIIeTOk maMsTi MOXKHO Jaiee
pa3menuTh Ha Te, KOTOPBIE SKCIPECCHPYIOT IOBEpX-
HocTHRIA IgD (HemepekiroueHHbIe B-mumdoruTsl ma-
MSITH), U T€, KOTOPbIE HE IKCIIPECCHPYIOT MOBEPXHOCT-
Helii I1gD  (nmepexitouenuble B-numdornmrtel namsTh).
[Tepexmrouennsle B-kmeTkn mamsatu npoayuupyior IgG
n IgA. Dxcnipeccust CD38 Takke MOXeT ObITh UCTIOIH30-
BaHa JIUISl OLICHKHU KJIICTOK, CCKPETHPYIOUINX aHTUTEINA, 1
IJ1a3MaTU4YeCKUX KIeTok [3,5,9,16,18,24].

Bpoxnennas araMMmarnoOyTMHEMHS OTHOCHTCS K
paccTpoiicTBaM, KOTOPbIe MOTYT OBITH OOHApYKEHBI JIO
pa3BuTH MHQEKIMOHHBIX AITH30[I0B C UCIIOIE30BAaHUEM
MOIMYJISIIIMOHHBIX TPOTrPaMM CKPUHHUHTA MYTEM KOJHYe-

CTBEHHOW OIICHKH KPYTOB PE3EKINH PEKOMOWHAINH C
nenenueit karma (KREC) [9,16,18,24]. Tlomo6Ho TOMYy,
KaK CKPHUHUHT KPYTOB PE3CKIMH PEIUIHKAUKN T-KIETOK
(TREC) nomor npuBecTH K 0ojee paHHEH JUAarHOCTHKE
paccTpoiicTB ¢ Tskenmo T-kieTouHor numboneHuen
(T. e. TOKENBIM KOMOWHUPOBAHHBIM HMMYHOIE(HUITN-
toMm), aHanu3 KREC npu poxaeHuH umeeT noTeHIuan
JUISL OOHApy>KEHUs! JIIOOBIX BPOXKICHHBIX PAaCCTPOMCTB,
Biusromux Ha passuthe B-rxietok. KREC mpencras-
JSIIOT coOoit ammcomManbhble Gpparmentsl JJHK, obpasy-
IOIMECS] B MPOLIECCe NEPECTPONKH T'€HOB JIETKOW LIeTH
Karrmna Bo BpeMms pas3Butus B-xnerok [23,27]. Ucnonb3ys
nonuMepasnyto nennyto peakmnuio (ITLP) msten kpoBu
HOBOPOX/ICHHBIX IS KOIMYECTBEHHO OIICHKH YTHX He-
perunkanuonubix nementoB JTHK, moxHO 3 dexTns-
HO BBISIBJISITH HAPYIICHUS, KOTOPBIC HAPYIIAOT PA3BUTHE
B-kieTok, Takue Kak X-CICIUICHHAs araMMarioOyiu-
HEMWUsI, aTaKCHs-TeICaHTUIKTA3!us M CHHAPOM pa3pbiBa
Hetimerena [3,14,17,24].

[IporouHasi IUTOMETPUSI MOXKET IPEIOCTaBUTh He-
KOTOpBIE BCHOMOTATEJIbHBIE JaHHbBIE, ITOCKOIBKY paHee
OBIJIO MOKAa3aHO, YTO y OOJBIION YacTH ITHUX TAIMEH-
TOB HAOJIOMaeTcs OTHOCHTENBFHOE YBEIWYCHHE IIOIy-
msiumu YO T-KJIeTok M HeajeKBaTHOE pacIIMpeHue KIIo-
HOB T-KJIETOK, YTO NMPHUBOAUT K HHU3KOMY KOJUYECTBY
CD4 + /CD45RA + T-muM(pOoIMTOB y 3THX MAIEHTOB
[11,16,18,27].

T-nmuM)OIHTEI SBISIOTCS CHTPAIBHBIM KOMIIOHCH-
TOM aJaNTUBHONW MMMYHHOU cHCTeMbI. [Ie(eKThI, KOTO-
pBIe BIHSIOT Ha (DYHKIHMIO WM KOJNMYECTBO T-KIIETOK,
MPEMSATCTBYIOT TMPaBWIBHON (QyHKIMK B-KieTok, 9To
MOXET MPHUBECTH K Ne(EKTHON MPONYKIIMUA AHTUTEI W
BOCIIPUUMYHMBOCTH K MH(DEKIIMOHHBIM areHTaM, KOTOPBIC
KOHTPOJUPYIOTCS aHTuTenamu [2,8,15,26]. T-kneTku He-
00XOTUMBI TSI KIIETOYHOTO MMMYHHTETA, KOTOPBI HMeeT
peliaroniee 3HaUYCHNE JUIl KOHTPOJISI BHYTPHKIETOYHBIX
HaTOr€HOB, BUPYCOB U ONMOPTYHUCTHYECKUX MH(EKLUH
[5,6,18,24]. AxtuBanus ¢aromuroB CD4+ T-xierkamu
Thl-umroxknaamu nin CD40L mo3BoisteT UM OYHIIATH
BHYTPHUKJIETOYHbIE ITaTOTEHBI, TPUOKM M TPOCTEUIINeE.
CD8+ T-xyieTku He0OXOJUMBI JIIs KOHTPOJISI BUPYCHBIX
uHpekuid. [lampentsl ¢ aedekramu T-KICTOK HCIBI-
TBIBAIOT CEPHE3HBIC W YacTble MHPEKIMN KOXKH, IbIXa-
TENBHOW CHCTEMBI WIJIH JKEITyJOYHO-KHIIIEIHOTO TPAKTa.
OTH HHPEKIMH TAKKE MOTYT OBITh 00JICe TPYIHBIMHU IS
JICYEHHS C TIOMOILBIO TPAJUIIMOHHBIX METOJOB JICUEHHS
W BKJIIOYAIOT ONTOPTYHUCTUIECKHIE MaTOTCHBI, KOTOPEIE
HE SBIISIOTCS BUPYJICHTHBIMH Y HMMYHOKOMIIETEHTHOTO
xo3suHa [4,11]. Korna peus uaeT o CKpbITOM KIETOUHOM
UMMYHHOM Jie(eKTe, OTHUM U3 Hambojee pacrnpocTpa-
HEHHBIX W HawmOoJee YIyCKaeMBIX M3 BUIY JJIEMEHTOB
1ab0OpaTOPHBIX JAHHBIX SIBIISIETCS a0COTIOTHOE KOJIMYe-
crBo muMpouutoB (ALC). ALC crenyer cpaBHUBATH €
HOPMAJIbHBIMH 3HAYCHUSIMH, CKOPPCKTUPOBAHHBIMH I10
BO3PACTY, TIOCKOIBKY y MIJIAJICHIIEB KOJMYECTBO JTIM(pO-
IIUTOB HAMHOTO BBIIIIE, Ye€M Y B3pOCIbIX [5,8,24,27].

BTopbIM ypoBHEM OLIEHKH NpEAINoIaraeMbix aedex-
ToB T-KieTok mim komMOumHHMpoBaHHBIX aedekxroB T/B-
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KIETOK SBISIETCA IIONCYET JUM(OIUTOB C TOMOIIBIO
MPOTOYHOM 1UTOMETpUHu. [IpoTOuHas LHUTOMETpPHS TO-
3BOJIsIeT paziuuarh konudectBo CD4, CDS, ectectBen-
HbIX kuiuiepoB (NK) u B-xierok. D10 Ba)kHO, MOCKOJIb-
Ky HEBO3MO)KHO a/ICKBaTHO OI[CHUTH KOJMYECTBO KIETOK
TOJIKO TI0 OOIIeMy aHaIu3y KIETOK KpOBH W Audde-
PCHIIMAY, TOCKOIBKY MOXHO IPOIYCTHTh CEICKTHUB-
HBIU TeDUIHUT TOIMHOKECTBA TUMQOIUTOB [5,9,18,24].
NmMyHO(MEHOTUITHPOBaHHE OCOOCHHO IIOJIE3HO TIpHU
UATHOCTUKE TSDKEIOTO KOMOMHHMPOBAHHOTO WMMYHO-
neduImTa, MOCKOIBKY KapTHHA OTCYTCTBYFOIUX THIIOB
KJICTOK TIOMOTAET OMPEICIUTh UMCIOIIUICI UMMYHOJIO-
rudeckuii nedext. XoTs HHU3Koe KOIMYECTBO T-KIETOK
00bIYHO HaOromaeTcss mpH OONBITMHCTBE Je()EKTOB
pa3BuTHs T-KJIETOK, 9TO MOXET OBITh 3aMacCKHpPOBAHO
M3-32 TPAHCIUIAIICHTAPHOTO MEPEHOCAa MAaTePHHCKUX
T-mamormros. [Jpyrum oOIIETOCTYIHBIM TECTOM, KO-
TOPBIA OIeHUBaeT (QYHKIIMOHAIBHBIN NehekT T-KiIeToxk,
SIBISICTCA TECT Ha KOYKHYIO THUIIEPYYBCTBUTEIBHOCTD 3a-
meienHoro tumna (I'3T). Dto Tect, KOTOpbIi U3MepseT
KJICTOYHO-OIMOCPEIOBAHHYIO PEAKIMIO IIAMATH HAa paHee
0OHapyKeHHBIH aHTUTEH [4].

HenaBuee BHenpeHNWE CKPHHHMHTA HOBOPOXKICHHBIX
nocpeacTBoM konuuectBeHHoi ouenkn TREC momorio
BBISIBUTH TSDKENYHO T-KJICTOYHYIO JIMM(OIICHHIO B MIIa-
nendectse [2,6,15,23]. D10 1M03BOJIET MPOBOIUTH PaH-
HIOIO TUAaTHOCTHUKY W JICYEHHE, CHIDKAs 3a00IeBaeMOCTh
U CMEPTHOCTb.

Hcxons u3 BBIIECKA3aHHOTO, CICIYET CKa3aTh, YTO
TIEPBUYHBII CKPUHUHT HA 3TH HAPYIICHHUS JOJDKEH HAUH-
HaTHCSI ¢ OOIIEro aHam3a KpoBH U T (dHepeHIInaTLHOTO
aHaJIu3a JJIsl OL[CHKH a0COFOTHOTO YMCIIa HEUTPO(DUIIOB
(ANC) n mopororuueckoro aHanusza HEHTPO(DHUIIOB.
Bricoxuit ANC mMoxeT HaOMOAaThCss B OTBET HA HHPEK-
UM, a TaKXKe TP ONPEACTICHHBIX HAPYIICHUSIX aATe3uN
neiixonuToB. Huskmit mnu orcyrcrByromuit ANC Ha-
Oxromaercs npu Aedekrax, CBI3aHHBIX C Pa3BUTHEM WIIH
CO3peBaHUEM HEHUTPOPHIIOB.

[ToMumoO wMCTIONB30BaHUSA WMMYHO(EHOTHIIHPOBA-
HUs 11 olleHKU Hanuuus NK-KJIeTOK M IIMTOTOKCHYe-
ckux T-KJIEeTOK, TakkKe BaXKHO MPOBEPUTH UX dPdekrop-
HYHO (YHKIHIO. DTO MOXKHO CJICJIaTh, BHIIIOJHUB aHAJIH3
IUTOTOKCUYHOCTH, KOTOPBI BKIIIOYAET KyTHTHBHPOBA-
HHE MEUYCHBIX KIICTOK-MHIICHEH ¢ MOHOHYKJICapHBIMHU
kietkamu nepudepuueckoir kposu (PBMC), a 3arem
H3MEpEHHE MapKEPOB TUOEIH KICTOK, TAKUX KaK BBICBO-
OOKIeHNe paIMOAKTHBHO MEYEHOTO XpOMa MIIH MPOTOU-
HBIM IATOMETPHUYECKHIA aHAJIN3 MapKEPOB arronTo3a (Ha-
npuMep, anaekcuna V, 7-ADD) [3,5,19,21].

3AKJIIOYEHUE

JlaGoparopHasi OIleHKa IMMEPBUYHBIX HMMYHOIC(H-
IUTOB CJIOKHA, HO HEOOXOIMMa IS JICUYCHHS STHX IIa-
uueHToB. [lodTamHoe, CHCTEMaTHYSCKOE TECTHPOBAHUE
BaXKHO JUIsl IOCTAHOBKH IPABUIILHOTO JMarHo3a 0e3 He-
HYKHOTO TeCTHPOBaHUs. biaromaps TakoMy MHOTOYpOB-
HEBOMY TIOIXOAY K TECTHPOBAHMIO BPAadd CMOTYT TIpPH-
HUMAaTh COOTBETCTBYIOIUEC W HAIPABICHHBIC PEIICHUS,
KOTOpbIC TPUHECYT IMONb3y WX HanueHTtam. [1ogoOHO
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PEIIeHUsIM IO TECTUPOBAHHIO, HHTEPIIPETALINS ITUX Pe-
3yJBTaTOB BCETA JOJDKHA OBITH MOMEIIeHa B KOHTEKCT
MauyeHTa M ero TeKylled KIMHUYECKOW CUTyaluu. 3a
[OCJIETHUE HECKOJIBKO JIET B UMMYHOJIUArHOCTUYECKUX
HCCIICAOBAHUSX TOSBUIIOCh MHOTO HOBBIX MHHOBAIUH, U
Ha TOPU30HTE MasdaT HOBbIE MPOTOKONIBI. COBpeMEHHBIE
JIMATHOCTUYECKHE J1a00opaTopuul OOJIbIIEC HE OTPaHUYH-
BAIOTCS OLEHKON KJIIETOYHBIX MapKepoB, a TEerepb MOTYT
BBITIOIHATH Pa3HOOOpa3Hble (DYHKIIMOHATBHBIE aHATH3BI.
ITo mepe pacmupenus 3HaHWH 00 UMMYHHOW CHCTEME
CTaHyT JOCTYIHBI HOBbIE TECTbI, IOMOralolliue B AuUa-
THOCTHKE MIEPBUYHBIX HMMYHOIC(PUIIUTOB.
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