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BoianeHune cuHppoma HunmereH
C NOMOLLbIO UCCNIef0BaHNA YPOBHEN IKCLU3NOHHbBIX
Koney pekombuHauum T- n B-knetok
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Llenb cTatbu: NposeMOHCTPUPOBaTb HEOOXOAMMOCTL NOBLIWEHUS HACTOPOXKEHHOCTU Bpayeit 0bleil NPaKTUKK B OTHOLIEHUMU MEPBUYHBIX UM-
MYHOAE(hULMTHBIX COCTOAHUM, @ TaKXKE BaXKHOCTb BHELPEHUSA UCCNEA0BAHUSA KONMYECTBA IKCLIM3UOHHBIX Konew, T-kneToyHoro peuentopa (TREC)
1 peKoMOUHaLMOHHbIX Konel, kanna-geneuuoHHoro anementa (KREC) B nabopatopusx KOHCYNLTAaTUBHbIX LIEHTPOB NEPBOTO U BTOPOrO YPOBHEIA.
OcHoBHble nonoxeHus. MepsuuHoe MMMyHO[eMULMTHOE COCTOAHME CUHAPOM HulimereH — peakoe 3aboneBaHue, NpUBOAALLEE K MHBANNAN-
33l 1 neTanbHbIM ncxoaaM. IQHEKTUBHOCTb ero Tepanumu 3aBUCUT OT BPEMEHW NOCTAHOBKM AMarHosa.

B npepcraBneHHOM KNMHUYECKOM Clly4Yae NOATBEPXAEHbI JaHHble uTepaTypbl 0 3HauuTenbHoM cHuxeHun ypoBHeit TREC n KREC y naymenToB
¢ cuHapomom HuiimereH. Hegoporoe 1 npocToe B BbINONHEHUM U MHTepNpeTauuu nabopatopHoe uccnegosatue yposHeit TREC n KREC nosso-
NIS€T 3aN003pUTb NP06IEMbI KNETOYHOTO MMMYHUTETA A0 NPOBEAEHNA HEHOTUNUPOBAHUA IMMGOLUTOB METOLOM MPOTOYHOM LUTOMETPUN.
3aknwoueHue. Bregpenue uccnegosanus konumdyectsa TREC u KREC B nabopatopusix KOHCYLTaTUBHbIX LEHTPOB MepBOro 1 BTOPOro YpoBHei
npuBefeT K 3HaUUTebHOMY PacliMpPEHUI0 AMAarHOCTUYECKUX BO3MOXKHOCTEN Bpayeil o6Leit NpakTUKKM B NNaHe BbIABEHUS NaLUEHTOB C fedek-
TaMy KNETOYHOTO UMMYHUTETA.

Kntoyesblie cnosa: nepeuyHbIe UMMyHOAEDULUTHBIE COCTOAHMA, CUHAPOM HuliMereH, aKCLM3NOHHbIE KONbLA T-KJIETOYHOTO peLenTopa, pekom-
GMHaLMOHHbIE KONbLA Kanna-AefeLMOHHOT0 3NeMeHTa.
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Objective of the Paper: To demonstrate the need in high alert of general practitioners regarding primary immunodeficiency disorders as well
as the importance of introduction of the test for TREC and KREC in laboratories of primary level centres.

Key Points: Primary immunodeficiency disorder, Nijmegen breakage syndrome, is a rare disease resulting in disability and death. The therapy
efficiency depends on timely diagnosis.

The clinical case examined proves the available information on TREC and KREC level reduction in patients with Nijmegen breakage syndrome.
Inexpensive and easy laboratory test for TREC and KREC levels allows suspecting cell immunity disorders prior to lymphocite phenotyping
using flow cytometry.

Conclusion. Introduction of TREC and KREC tests into laboratories of primary and secondary level centres will result in expanding the
diagnostic capacity of general practitioners in identification of patients with cell immunity disorders.

Keywords: primary immunodeficiency disorders, Nijmegen breakage syndrome, T-cell receptor excision circles, kappa deleting recombination
element circles.

UHApPOM HuiimereH — peakoe ayTOCOMHO-peLecCMBHOE
3aboneBaHne, nNpeuMyLECTBEHHO XapaKTepusyiolle-

peHHas YMCTBEHHAs OTCTaNoCTb, a TaKXe rUneproHagoTpon-
HbIl TUNOrOHAaAW3M Y XeHWwuH [1]. Opyrumu nposBneHUsMU

ecs Mukpouedanuein nNpu pox[eHUM, a TakKe KoOmOM-
HUPOBAHHBIM UMMyHOLEDUUUTOM U NpPespacnoNOKEHHOCTbIO
K 3/10KayeCcTBEHHbIM HOBOOGpaszoBaHusM. B cuny reHetuye-
Ckux ocobeHHocTeil, 3aboneBaHue Yalle BCEr0 BCTPEYAETCS
B CnaBsHckux nonynauuax [1, 2]. OCHOBHble KIMHW4Yeckue
NposiBNeHUs CUHAPOMA: MUKpoLedanus, NpUcyTCTBYIOWANA Npu
POXAEHUM W MpOrpeccupyiowas ¢ BO3pacTom, Aucmopdono-
rMyeckue 4YepTbl NULA, YMEPEHHOE OTCTaBaHWe B pOCTe, yMme-

CUHApPOMA SBASIOTCS KOMOMHWUPOBAHHbIA KNETOUHBIA U Tymo-
panbHbll UMMYHOAEDULUT C PeLUAMBUPYIOLMMI JIETOYHBIMM
UHbeKLMAMK, NPespPaCNONOKEHHOCTb K Pa3BUTUIO 3/10Kaye-
CTBEHHbIX HOBOOGPA30BaHMii (MPeuMyLLECTBEHHO TMMBOULHOTO
NPOUCXOXAEHNSA).

Jleuenue npu 3Tom 3aboneBaHWM 3akNloyaeTcs B NpoBefe-
HUU peryispHOil 3aMecTUTENbHON Tepanuu BHYTPUBEHHbIMU
ummyHornoGynuHamn. OZHWUM W3 BapuUaHTOB NleYeHUs MOXeT
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ObITb TaKXKe TPAHCMNAHTALMUA TEMOMNOITUYECKUX CTBONOBBIX
KNeToK. MporHo3 0ObIYHO NIOXO U3-3a YpPe3BbIYaHO BbICOKOTO
pucka BO3HMKHOBEHUA 3/10KaUYECTBEHHbIX 06pa3oBaHuii [2].

MepBUYHbIE UMMYHOLE(MULUTHbIE COCTOSAHUA MOTYT ObITb
06HapyXeHbl C MOMOLLbID U3MEPEHUS YPOBHEN 3KCLMU3NOHHBIX
koney T-knetouyHoro peuentopa (aHm. T-cell receptor excision
circles, TREC) n pekoMOGUHALMOHHBIX KOJel, Kanna-geneuuoH-
Horo 3anemeHTa (aHm. kappa-deleting recombination excision
circles, KREC) B cyxom nsTHe KpOBM Ha KapTe HeOHaTaNbHO-
ro CKpWUHWHra unu B nepudepuyeckoir kposu metogom MLP
B pexume peanbHoro spemeHu [3, 4]. TREC sensiotca noboy-
HbIM NPOLYKTOM PeKOMOMHALMUM reHa T-KNeToyHoro peLenTopa,
a KREC — B-knetoyHoro. Hu3kue ypoBHM Hecylinx 3T Mone-
Kynbl numcbounToB B nepucdepnyeckon KpoBM YKasbiBaloT
Ha T- u/unu B-kneTouHyio numdonenuto [4, 5].

OMUCAHUE KNUHUYECKOIO CTY4YAA

JleBouka popgunacb 7 ceHTabps 2011 r. oT nepBoit ¢u3mo-
JIOTUYeCKM nNpoTeKaBlWeil OGepeMeHHOCTH, NepBbIX npexae-
BpEMEeHHbIX pofoB Ha 33-i Hepene. Cpa3y nocie poxaeHus
y pebeHKa Oblna BbifiBfieHa CBUWEBas (GopMa aTpesnu aHyca,
npoonepuposaHa B Hosbpe 2011 r. Habnwoganach Kapguoxu-
pypramu B ITKB N2 13 um. H. ®. Gunatosa (r. Mocksa) ¢ fectek-
TOM MEXOKENYL0UYKOBOW neperopogku. C nepeoro roga XusHu
pebeHKa exeMecsiyHo 6ecnoKoMAM OCTpble TOH3UANOhAPUHIU-
Tbl U OGCTPYKTUBHbIE BPOHXUTBI, ObLT OfUH 3NNU304 NHEBMOHUU.
BakuuHuposaHa BLXX n npotus renatuta B. HacneactBeHHbIN
aHaMHe3 He OTArOWeH. AnNeprosoroM-MuMMyHONOroM
He KOHCYnbTUpoBanach.

Brtoporo utons 2015 r. B Bo3pacTe 3 neT 9 mecsueB pebeHOK
noctynun B gecatoe uHbekuuoHHoe otgenenne (OPBW) ArKb
N2 9 um. I. H. CnepaHckoro (r. MockBa) B CBA3M C 3aTAXHbIM
TeyeHnem OPBW n ctomatutom. Ha naThiit fieHb rocnutanusa-
LMK Nevallmnin Bpay Bbi3Ban anfeprosiora-MMMyHosora ¢ Lenbio
KOHCYNbTaUMM N0 MOBOAY PeuUAUBUPYIOWMX OBCTPYKTUBHBIX
OPOHXMTOB U [N15 PELIeHMs BONPOCA O BO3MOXKHOM flafibHeieM
obcnenoBaHuM pebeHka Ha NpeaMeT annepruyeckux 3abonesa-
HUit. KOHCynbTaHT 06paTun BHUMaHWE Ha BHEWHWUA BUA, aHaM-
HEe3 XW3HW peGeHKa M Ha3HauYMN UMMyHoOMOTrMYecKoe obcnepo-
BaHMe: 06K aHANNU3 KPOBU; MPOTOYHYIO LUTOMETPUIO C Liefblo
teHoTMNMpoBaHMA cy6nonynaumit T-, B- n NK-numdouutos;
MUP B pexume peanbHOro BpeMeHW AN OLEHKM KOnMyecTBa
TREC n KREC B uenbHoit KpoBu. Pe3ynbrathl 0b6cnegoBaHus
npeacrasneHsl B mabauye 1.

Ha ocHoBaHWMM aHaMHe3a XW3HWU, OaHHbIX (U3NKANBHOTO
0CMOTpa M pe3ynbTatoB 1abopaTopHOro MCCIeA0BaHUA Obin
nocTaBfeH NpefBapUTeNbHbIA [UArHO3: «NepBUYHOE MMMYHO-
peduuuTHOE coCTosiHME: CUHAPOM HuilmereHy. 12 utons B nabo-
patopun [HK-gnarHoCcTMKM OH NOATBEpAMNCS pe3ynbTaTamu
MONIEKYNAPHO-TEHETUYECKOTO MUCCNefoBaHUsA: 6bina BbisBAEHA
MyTauma 657del 115 B reHe NBS1. MpoBeneHa 3amecTUTeNbHas
Tepanus BHYTPUBEHHbLIM MpenapatoM MMMYHOMOOYNUHA Yeno-
BeKa B 03e HacbllweHus — 1 r/kr.

B ceHTabpe 2015 r. cocToAnack NOBTOPHas rocnuTanu3aLus
pebeHKa B NpoduibHOe oTaeneHne 60bHULbI C Lebio 06Che-
JOBaHUA B JMHAMMUKe, a TaKXe NPOBEAEHUA 3aMecTUTeNbHON
Tepanuu BHYTPUBEHHBIMU MMMyHOM0OyAMHaMU. [okasatenu
ryMOPaNnbHOrO M KNETOYHOTO UMMYHUTETA BO BPeMsA MNaHOBOW
rocnuTanu3auumM B OTAENeHWEe WMMMyHOMaTonoruu npusepe-
Hbl B mabauye 2.

B panbHeilwem pebGeHOK ele HECKONbKO pa3 rocnu-
Tanusuposanca B otgeneHue ummyHonatonorunm [OTKE N2 9
um. . H. CnepaHcKoro Kak [ NeYeHUs OCTPbIX PUHUTOB

Tabawnma 1 l

Pe3yApTaThl HMMYHOAOIHYECKOIO 00CACAOBAHUA
B MH(PEKIIMOHHOM OTACACHHU HA (DOHE TEUECHUA
OCTPOH peCIIIPATOPHOI BHPYCHOI HH(EKIUH
M CTOMATHTA

Nokasartenu Pe3synbTatbl PedepeHcHble
3HayeHus

JleiKouuTbl, KN/MKN 5930 6100-11 400
JNiumdountel, kn/mkn | 1957 2400-5810
TREC, kon/mn 1,42 x 102 1,4 x 104 — 3,2 x 10°
KREC, kon/mn 1,57 x 102 1,0 x 10* — 1,0 x 10°
CD3*, kn/mMKn 274 1610-4230
CD4*, kn/mkn 215 900-2860
CD8&*, kn/MKn 67 630-1910
CD19*, kn/mKn 998 700-1300
(D16*CD56*, kn/MKn 548 96-1330

TabAuma 2 l

Pe3yApTaThl HMMYHOAOIHYECKOIO 00CACAOBAHUA
B OTA€A€HHU MMMYHOIIATOAOTHH

Mokasatenu Pesynbtarbl PedepeHcHble
3HayeHus
JlefikounTbI, Kn/MKN 11770 6100-11 400
JNiumdouutel, Kn/mMKn 3296 2400-5810
NmmyHomobynuHsl A, r/n | < 0,05 1,8-15
NmmyHornobynuubl M, r/n | 3,59 4,5-20
NmmyHornobynuubl G, r/n | 7,94 4,2-12

TREC, kon/mn 4,89 x 10 [1,4 x10*— 3,2 x 10°
KREC, kon/mn 2,53 x10> |1,0x10° — 1,0 x 10°
CD3*, kn/MKn 395 1610-4230

CD4*, kn/mKn 231 900-2860

CD8&*, kn/mKn 99 630-1910

CD19*, kn/mKn 1252 700-1300
CD16*CD56*, kn/mkn 1483 96-1330

1 GPOHXMTOB, TaK W MNAHOBO — AS NPOBEAEHUs 3aMecTUTeNb-
HOW Tepanun BHYTPUBEHHbLIMU MUMMYHOMOOYAMHaMU. OceHblo
2016 r. B HauMoHanbHOM MeAMLMHCKOM MCCNEA0BaTENbCKOM
LeHTpe AEeTCKOM remaronoruu, OHKOAOTUM M UMMYHONOTUU
um. IMutpus Porayesa 6bia NpoBeaeHa TPaHCNIAHTALMUS reMo-
NO3TUYECKUX CTBONIOBbIX KNETOK.

OBCYXXQEHUE

CuHapom HuitmereH xapaKTepusyetcs TakMMM [OCTAaTOYHO
CneundUYecKMMU BHELWHUMI NPU3HAKAMY, KaK MUKpoLedanus,
OTCTaBaHWe B (U3MYECKOM W YMCTBEHHOM pas3BuTuu. [axe
ecNM He NpUHMMATL BO BHWUMaHWe 4acTylo 3ab60/eBaeMoCTb,
Bpay oOLieil NpaKTUKW [OMKEH Obln 3anofo3puTh BPOXKAEH-
Hoe 3aboneBaHWe M HanpaBUTb peGeHKa Ha KOHCYNbTaLuio
K anneprosory-uMMyHonory uau reHetuky. B npeacraBneHHom
Cly4ae 3Toro He Npou3oLNo, pebeHoK Obil NPOKOHCYNLTUPO-
BaH cneuuanucTom ciyyaiiHo. Cyas no Bcemy, NpUUYNHOI TaKoM
CUTYaUUM ABUNACL HEAOCTATOYHOCTb KAUHUYECKUX CUMNTO-
MOB MMMyHOAEe(DUUMTA Y [AHHOTO pebeHKa, a BO3MOXKHOCTb
NPOBECTU NabOPaTOPHYI0 AWMArHOCTUKY METOAOM MpPOTOYHOM
LMTOMETPUM B KOHCYMLTATUBHbLIX LEHTPAX MEPBOr0 YPOBHSA
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He npefycMOTPEHa B CUY JOPOrOBMU3HbI aHANM3a U COXKHOCTH
€ro MHTepnpeTaLuu.

Kak n3BecTHO M3 paHHbIX nuTepatypbl [6], @ Takke BUAHO
U3 pe3ynbTatoB 06cnefoBaHus pebeHKa B NpencTaBieHHOM
KnuHudeckom cnyyae, ypoHu TREC n KREC y nayneHToB C CUH-
LPOMOM HuilMereH 3HaUMTENbHO CHUXEHBI, YTO NO3BOJAET 3aNo-
LO3pUTb NPOBNEeMbl KNETOYHOTO MMMYHWUTETA [0 NPOBEAEHMUS
theHoTUNMpPOBaHUA TUMAOLUTOB METOAOM MPOTOYHON LUTOME-
Tpuu. Takum 06pa3om, BO3MOXKHOCTb NPOBEeHUs Maio3aTpaTHo-
ro M MPOCTOro B BbINOJHEHUM U MHTEPNPETaLuUmM N1abopaTopHoro
nccneposaHus yposHent TREC n KREC ansetca kpaitHe BaxHOM
Ons paboTbl MEAUUMHCKUX y4YpexaeHWil nepeoro U BTOPOro
VPOBHEW, T. €. PaiioOHHbIX MOJMKIAMHUK U OKPYXKHbIX ambynartop-
HBIX LLeHTPOB.
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3AKJIIOYEHUE

BHefmpeHue MccnenoBaHUs KOMMYECTBA IKCLM3UOHHBIX Kofel
T-KNEeTOYHOro peuenTopa M PeKOMOMHALMOHHBIX Konel Kam-
na-AenelyMoHHOro 3ieMeHTa B 1abopaTtopusax MeanuLMHCKUX
VUYPEXAEHUI NEPBOTO 1 BTOPOrO YPOBHEN MO3BOJIUT 3HAUNUTE b~
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