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AHHOTa M

IMepeuunble uMMmyHonedunuThl ([TU[) — reTeporeHHas rpymna reHeTHUYeCKUX 3abosieBaHuil. [Iisi MOATBEPKIEHUS
JMarHo3a OCYILIECTB/ISIOTCS OLieHKa JIabOpaTOpPHO-MHCTPYMEHTA/IbHBIX METOZ0B HCC/Ie/I0BaHHUs, KMMYHOIOIMYeCKoe
o0crefioBaHye, MOJIEKY/ISIpPHO-TeHeTUUeCKUH aHanu3. ExxerozHas poxkzaemMocts B Poccuu fietedt ¢ I[IM]] coctapssieT He MeHee
1 Ha 16-17 Teic. HOBopoXAeHHBIX. C 2010 I. 0TMeuaeTCst 3HAUUTENbHBIA POCT YHUC/IA JUArHOCTUPOBAHHBIX MauyeHToB ¢ [TU/].
B ocHoBe 3T0l MHOr006pa3HOM TPYMITbI COCTOSIHUH JIeXKaT TeHeTHUeCKU 00y C/I0BIeHHbIe le)eKTbl UMMYHHOUW cucTeMbl. TT]]
HacuuThiBaeT Oosiee 500 3abosieBaHuii, KOTOpble TMojpa3fessioT Ha 10 Trpynm B 3aBUCHMMOCTH OT OCHOBHOTO
MMMYHOJIOTUYeCKOr0 IaToMexaHu3Ma. B craTbe mpejcTaBieHsl /jBa KIIMHAYECKHX CTydasi C IepBUYHBIM UMMYHOZe(QULIITOM Y
MasbuuKa 2-X JIeT U IeBOUKH 9 JeT.
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Abstract

Primary immunodeficiencies (PID) are a heterogeneous group of genetic diseases. To confirm the diagnosis, laboratory
and instrumental methods of testing, immunological examination, and molecular genetic analysis are evaluated. The annual
birth rate in Russia of children with PID is at least 1 in 16-17 thousand newborns. Since 2010, there has been a significant
increase in the number of diagnosed PID patients. This diverse group of conditions is based on genetically determined defects
of the immune system. PID has more than 500 diseases, which are subdivided into 10 groups depending on the underlying
immunological pathomechanism. This article presents two clinical cases with primary immunodeficiency in a 2-year-old boy
and a 9-year-old girl.
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BBeaenue

NmmynHas cucrema (MIC) cocToUT U3 BPOXKJEHHOTO U aJJaliTUBHOrO 3BeHa. BpoXx/eHHbIM UMMYHUTET — TiepBast JIMHUs
3alUThl. B HOpMe peanu3yeTcss C MOMOILBE) (QU3UUECKUX, XUMUUECKMX W Ouosoruueckux 6GapbepoB (KOXKa, CIIU3KCTEHIE,
PeCHHUKY, Kallle/lb/drixaHWe, >KeJyLOuHbI COK, KOMMeHCajbHasi MUKpOQopa) U K/IEeTOUHBIX M TI'yMOpalbHBIX (DaKTOpOB
3aUThI (KJIETKA BPOXK/IEHHOTO UMMYHHOTO OTBETa, CUCTeMa KOMILJIeMEeHTa, BOCTajleHre uepe3 LIUTOKWHBI, JIM30LUM U JIpyrue
aHTHbaKTepranbHbIe OeJTKH).

AZanTUBHBI MMMYHUTET 3allyCKaeTCsl B OTBET Ha BHeJpeHHe IaTroreHa, obmazaeT CBOMCTBOM HMMYHOJIOTHUECKOMN
NamsTH.

Cocrasrnsitoiue agantveHoit UC: T-mimdormtel — rnaBHble Kietku MC; CD4-numbounTsl (T-xemmepsl, cynpeccopsl U
T.J.) PeryldpyioT UMMYyHHbIM oTBeT U CD8-mumdormtel (T-kunnepsl) — crieliuuueckyro LHATOTOKCUUHOCTb, Takxke T-
JIMM(OLIUTHI OTBEYAOT 38 UMMYHOJIOTMYeCKYT0 MaMsITh.

B-mmMdonuThl 00eCneunBaoT TyMOpaibHbINA OTBET: IPOAYLMPYIOT aHTHTeIA.

Lurokunel (uHTepnedkuHbl — WJI, dakTtopsl pocTa, (akTop HeKpo3a OMyXO/d, KOJIOHHEeCTUMYJIMPYIOIUH (akTop,
MHTep(epOHBI) — MOJIEKY/IbI, CeKPeTHpYyeMble KJIeTKaMU BO BHEKJIETOUHYIO CPeZly C IIe/Tbi0 BO3/|eMCTBOBAaTh Ha JJpPyTrHe KJIeTKH
WM Ha ce0s1, 107jaBaTh CUTHAJI K 3aIlyCKY TeX WM WHBIX MIPOLIECCOB B K/IeTKaX-MUILIEHSIX.

WmmyHogedunuts! (V) noapasnenstoTcs Ha IepBUUHbIe (TyMopasbHble, KIeTOYHble, KOMOMHUPOBAHHbIE) U BTOPUYHbIE
(BO3HHKaIOLMe BC/IECTBHE KPOBOIIOTEPh, CHHAPOMa MprobpereHHOro W/I, OHKO- U reMaTo/Ioruueckrx 3abosieBaHui, APyrux
BPOXK/IeHHBIX U TSDKeJIbIX XPOHUYeCKUX 3ab0s1eBaHu).
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BOJILIIMHCTBO TIEPBUYHBIX U BTOPUUHBIX W] — 9TO rymopasibHble, KI€TOUHble ¥ KOMOMHHpPOBaHHbIe BapuaHThl TV,
Cawmble TsKesble ieeKThl — KJIETOYHbIE, CaMble PACTIPOCTPAHEHHbIE — T'yMOpaJbHbIE.

[MepBuunble uMmyHogedurutel (ITM) — 3To >XKM3Heyrpokaroiue 3a007eBaHUsI C TeHETUUeCKOH TeTepOreHHOCThIO,
OCHOBaHHble Ha /edeKkrax pas3/MuHbIX 3BeHbeB UMMyHuTeTa. Crektp ITU]IT oxBaTbiBaeT WH(EKIUU, AyTOUMMYHHbIE
3abosieBaHus, TPeJpPacioNoKeHHOCTh K OMyXO/sM, XPOHUYECKOe BOCMAajeHWe, LUTONEHUN BC/IEICTBUE KOCTHOMO3TOBOM
HEe/IOCTaTOYHOCTH, TsDKeJIble aJlJIePriu U peluauBupytomye oteku [1], [2], [3].

Tabnuna 1 - Knaccudwvkarms TTAT,

DOTI: https://doi.org/10.60797/IRJ.2024.143.97.1

No Hassarwe rpyrmst [T PasHoo6pasue ¢hopM 1 TeHOB
1/,
1 KombunvpoBanHsle T- u B- 3 noarpynmsl, 57 ¢dopmsl TTN,
KJ/IeTOUHbIE /e eKThl 66 reHoB
2 CuHzpoMasbHble fedeKThl 9 noarpymm, 68 gopm [T, 69
TeHOB
4 noxrpynmsl, 51 dopma MU,
3 I'ymopanbHble fedeKThbl 45 FeHOB
4 VmMmyHHas fucperynsnys 7 moarpymn, 51 Gopma ITH, 52
reHOB
5 Tedextsi daromurosa 4 noprpynmsl, 35 dopm I/, 42
reHa
6 IedeKTsl BpoXkK/€HHOTO 9 nmoarpynm, 61 dopma MU/, 74
MMMYHHUTeTa Hera
7 AyToBOCHanuTeNbHbIE 3 noarpymiel, 59 gopm MU/, 54
3abo/1eBaHMA reHa
8 HedexTbl crucTeMbl 30 dpopm V]I, 36 rexos
KOMIL/IMIMeHTa
9 Kocrromosrosas 44 dpopmsl N1, 44 reHa
HeJ|0CTaTOYHOCTh
15 dopm: comatrueckue
10 Derokoman T/ MyTaiuu — 7 reHoB, 8 dopm U1
C ayTOaHTUTeNaMH K
LIUTOKMHaMU

IIpumeuanue: S.G. Tangue et al., 2022

OtMmeueHo, uto AuarHo3 [TA]T MoxeT ObITh OCTaB/IEH He TOLKO Ha TIEPBOM FO/y )KU3HH, HO U B TIOJ[POCTKOBOM BO3pacTe,
Y BCe TOJbI CBOel >XU3HU PeOeHOK MOXKET OBbITh KOMIEHCHPOBaH MO0 CTpajiaTh pa3IMYHbIMU 3ab0/ieBaHUAMU. [eHeTHUe CKUMU
MeTozilaMH BbIsiesieHO Gosiee 300 BPOXK/IEHHBIX HapyLIeHWH, U UX KOJMYEeCTBO PACTET C OTKPHITHEM HOBBIX TeHETHUEeCKUX
MyTaLuil.

B Hacrosijee Bpemsi [T /T paciimpoBBIBarOTCS C TOMOIIBIO CIIeLMaIbHbBIX TeHeTUYeCKUX ucciieoBannii. K HapyiieHusM
IyMOpajbHOI0O UMMYHHTETa OTHOCSTCSI:

* CeJIeKTUBHBIN Aeduiut ummyHornobynuHa (Ig) A — Hanbosiee yacTas aToNIOrys;

* X-crensieHHasi araMMaryio0y/IMHeMust;

* TUNePUMMYHOIIO0yTuHeMUs: M;

* nedurur cybknaccos IgG;

* nedekT cuHTe3a CrienUpUUeCKIUX aHTUTEJT;

* TPaH3UTOPHasl TUTIOTaMMarI00yIMHeMUSI.

Crpykrypa ITHU/:

* rymoparsbHble fedektsl — bonee 50%;

* koMOuHMpoBaHHbIe VT — 20%);

* nedexTsl paroruTosa — 18%;

* nepBUYHbIe KieTouHble YJT — 10%;

* nedekTrl B cucTeMe KomIsieMeHTa — 2%.

OcHoBHoe niposiBneHne I1M]] — WHQEKLMOHHBIA CHHAPOM, B CBSI3U C UeM, B CepeArHe IMPOLUIOro BeKa Ha IepBbIM I1aH
Beixogu [T ¢ rtpybeiMu  gedekramMd WMMyHHWTETa, TPUBOJWBLIIMMH K PELMIUBUPYIOIINM, TsDKeIbIM, HepeaKo
CMepTesbHBIM MHGEKUUSIMUA, BbI3BaHHBIM IIMPOKO PaclpoCTpaHeHHbIMH WH(EKIMOHHbIMU BO30yzuTensiMd. IlaljeHThI C
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JedeKToM TPOAYKIMK aHTUTeN (KJIacCHUecKWid rpruMep — X-CLieTIeHHasi araMMaryioOyniHeMusi), KaK IMpPaBH/IO. CTPa/ialoT
OTHUTOM, THEBMOHKEH 1 CEICUCOM, BbI3BAHHBIMU I'PaMITI0/I0KUTEIbHBIMI WK, PEXe, TPaMOTpULiaTeIbHBIMU OaKTepUsMU.

Eie ogHuM npuMepoM MOXKeT cnykuThb rpynmna ITH]] ¢ fedekTaMul pa3iMuHbIX 6elKOB IyTH akTHUBALMU Y-MHTepdepoHa
U VHTep/ielkrHa-12. Y 3TUX manueHToB 0cobasi UyBCTBUTEIBHOCTh K MHUKOOAKTEpHo3aM, a TakKe CUCTeMHBIM HHQEeKLMsIM,
BbI3BAaHHBIM HETYDOEepKYy/Ie3HbIMM MUKODAKTepUsMHM M BaKI[MHAMBHBIM ITaMMoM M. bovis (BLIXK), xapakrepHa MOBbILIEHHAsI
YyBCTBUTEBHOCTD. VICC/iel0BaHus TTOKa3bIBAIOT, uTo Oosiee 90% MaLMeHTOB C HeCTaHAAPTHBIMU MUKOOAKTepHO3aMH, BKTFOUast
BLDK-vH}eKHIo, UMEIOT reHeTHUeCK 00y C/IOB/IeHHbIe Ae(deKThl UMMYHHOM CUCTEMBI.

['pymra malueHToOB C BPOXKAEHHBIMHU JleeKTaMM UMMYHHTeTa TakKe BK/IIOUAET TeX, Y KOTO TshKejoe WA aTHIAYHOe
TeueHVe PacTpOCTPaHeHHbIX WM TOJIBKO UTO TOSIBUBIIMXCS BUPYCHBIX MH(pekimid. Haripumep, 6obHbIe ¢ AedekTamu B IyTH
VHTep(epOHOB MEepPBOro THIMA MOTYT COXPaHATh MOJHOE 3[l0POBbe /IeCATKU JIeT, He MPOsB/IsAs CUMITOMOB MMMYHOZeduIUTa,
TIOKa He CTOJKHYTCS C KOHKPETHBIM BHDYCOM, KOTOPbIH MOXKeT cTaThb (paranpHbM. Takoe HaOsrofaeTcs, Harpumep, IpU
pecrpaTopHOM [UCTPeCC-CHHAPOMe H3-3a TpUIllia y TauyeHToB c Aedekrom IRF7 unu B ciiyyae WHBaIHAAM3UPYIOLIX
MOC/IEACTBUIM reprieTiueckoro »sHiedanutra mnpu gedekre TLR3. HenaBHuil mpvMep TOATBEPXKEHUs 3TOW 0COOOM
YyBCTBUTELHOCTA — OOHapy>KeHHe MepBUYHBIX WM BTOPHUHBIX Je(eKTOB BHYTPHUK/IETOUHOTO UMMYHHTETA y MaLdeHTOB C
TSDKeJBIM WM CMepTe/ibHbIM TeueHrnem COVID-19 [12].

ITpu nogo3peHuu Ha [T He06X0AUMO TIPEXK/ie BCEro TIATeIbHO cOOpaTh aHaAMHe3.

Cnedyem obpamumb @HUMAHUE HA:

* Ha/Mule y POJCTBEHHHKOB OHKOJIOrMUecKuX 3abomeBaHUM (3/10KaueCTBEHHBIX HOBOOOpa30BaHWH, reMo0/1acTo3oB),
ayTOMMMYHHBIX, CUCTEMHBIX, XPOHUYeCKUX MH(eKIUH, fuarHocTrpoBaHHbIX [T /T;

* YyKa3aHUs B CEMEMHOM aHaMHe3€e Ha PAaHHIOK CMEpTh JieTel 0T MH(EKIMOHHBIX 3a00/1eBaHUH, C/lyuaeB MEPTBOPOXK/EHNS
B CceMbe; O/M3KOPOACTBEHHBI Opak y poAuTesneil (OTMEUeHO, UTO HEKOTODhIe POZAWTENN CO3HAaTeJbHO BBOJAST Bpaua B
3ab/y>KieHre, CKPhIBAIOT JJaHHbIE CEMEMHOr0 aHAMHe3a);

* HEeMMMYHHbIe KJIMHHUKO-/1abopaTtopHble Mapkepel ompeneneHHbIx ¢opm TN/ B cemeliHOM aHamHe3e (KpOBOTEUeHHS,
HEeBPOJIOTMYeCKYe NPOsIBIeHHUs U JP.);

* cOODIIIeHNs 0 TOOOYHBIX PEAKLUSIX Ha MPUBUBKHY;

* OCJIO)KHEHHOE TeueHNe BUPYCHBIX UH(eKLIi;

* BBICOKYIO UaCTOTY U CTelleHb TSDKeCTH IepeHeCeHHbIX NH(eKIMH;

* He0OXOZAUMOCTB [JIUTENIBHBIX U TOBTOPHBIX KYPCOB, BEICOKHX /103 aHTHOMOTHKOB (AB) rpH ieueHun MHGEKLHH.

KnuHWuecKass CHMITOMaTHKa MOXKET HallOMMHAThb TPOJIOHTMPOBaHHOE WHGEKLUUOHHOe 3abo/eBaHMe WM TSKeyo
anjeprui0, He TIOAJAIOLIYIOCS —Teparud. MOryT OTMeuaTbCsl 3afiepkKka (M3MUeckoro pasBUTHS, OTCTaBaHHe
HEPBHOIICHXWYECKOT0 DasBUTHS, BapHaHThl [IOPKEHUs O KeNyJAOYHOKMIIEYHOro TpakTa, JUM(OUJHble HapylLleHus,
reMaro/IoTHUeCcKre OTK/IOHEeHHWs, MH(EKI[MOHHOe WM a/jiepruueckoe TIOpa)keHWe KOXKH BIUIOTH [0 TsDKeNbIX W YIIOPHBIX
TopakeHHH (TTMOZEPMUS, PeLAUBUPYIOLIUH QypyHKY/Ie3, aTONMUeCKHM JepMaTiT, XpOHUYecKasi KparvBHULA U JIp. ).

Kimanueckue cuHApombl, xapakTepHble anas [TW/: uHdexonHsbii (B 95-100% ciayuaes [TN/T), annepruueckuit (18%),
ayTOMMMYHHBIH (6%), HeorylacThyeckuii (2%).

HOnsi Tounoro pauarHo3za ITU]T HeobGXoAMMO He TOMbKO COOpaTh aHaMHe3, HO W TIIATEJbHO OLEHWUTh pe3yJIbTaThl
J1ab0paToOpHBIX U MHCTPYMEHTA/bHBIX HcciefoBaHUNA. CoBpeMeHHasi MIMMYHOJIOTHsI CTPEMUTEIbHO Pa3BUBAETCs, PACILHUPSIS
CIEKTP BBISIB/IsIeMbIX MMMYHHBIX HapylLIeHU! U yBeJIMuMBasi KOJIMUeCTBO U3BeCTHBIX HO30/IOTHM C KaXK/bIM I'OJOM.

Cucremarrka IIM]] ocHOBaHa Ha OMpeZie/ieHUM Be[yILIero TaTOreHeTHUeCKOro MexaHHW3Ma C OCOOBIM aKL[eHTOM Ha
M3MeHeHNH (DYHKI[MOHA/bHBIX CBOWCTB OE/TKOB BC/IEACTBHe TeHeTHMUeCKUX IMOMOMOK (TIoTepst Ui ycwieHue ¢yHKOuu) [1],
[13]. Yucio reHOB, MOJIOMKA B KOTOPBIX TIPUBOAAT K pa3BuTuio ITN/I, exxerogHo yBenuunBaeTcs Ha 10-15% [3]. Tlocnenass
Bepcust knaccudukauyu [TU]], obHoBnenHas B 2022 1. MeX/AyHapoAHbIM COIO30M WMMYHOJIOTUYECKUX COO0OILecTB
(International Union of Immunologic Societies, IUIS), oxBarbiBaeT 485 yHMKanbHBIX reHa U fenut Bce [TU]/] Ha 10 rpymnm
(Tabn. 2), KOTOpbIe, B CBOIO OUepe/ib, TIO/IPa3Ze/IsiioTCs Ha MOATPYIIBI U OT/e/TbHbIe HO30/10THH [2].

UYacrora T-k/ieTouHbIX JMMdOIieHnit coctaBuia npuMepHo 1:4 Teic. geredt, yactora [TV — mpumepHo 1:10 Thic. DT
JaHHBIe 0KAa3a/luCh HEeOXKUZAHHBIMHU [I/isl UCC/Ie/JOBaTe e, paHee YacToTa 3THX COCTOSTHWH MpeACcTaBsiack 6osee peakoi. 13
HOBOPO)KJIEHHBIX C TIOHIKEeHHBIM KoinyecTBoM T-numdonuToB Toseko y 40% puarHocrvrposamm [T/, Ilo pesysnsratam sToi
paboThl, YTOUHW/IM YaCTOTy Pa3/IMUHbIX TeHETUUeCKUX AedekToB, npuBogaumx K [T, Takxe BbISBIEH IIAPOKUM CIEKTD
BPOXK/IEHHBIX 3a00JIeBaHu, KOTOPBIM COMYTCTBYeT T-K/eTouHast TMMEOTIEHHs], B 4aCTHOCTH Gosiee 1/2 neteii ¢ T-K/IeTOUHOM
JmMorieHreil pofuInCh C TPUCOMUEH 110 XpoMocoMe 21, Ha BTOPOM MeCTe — TPMCOMHUSI 10 XpoMocoMe 18.

PacmivipeHHbIi HeoHaTanbHBIA CKpUHUHT B Poccuu ¢ 2023 rofa BK/IOYaeT CIIMHA/IBHYIO MblileyHyto arpopuio (CMA) u
IMU/], noMMMO Hac/e[[CTBEHHBIX Oosie3Heli 0OMeHa, BBISB/ISEMBIX C TMOMOIIIBI0 TaHAEMHOM Macc-criektpomeTtpun (TMC).
JlaboparopHast guarHoctuka TKUH u AT'T Ha JOK/IMHMUYECKOW CTafiuM OcCylecTBiseTcs metogoM I[P ans onpeseneHus
MapkepoB T- u B-kietouroro mumdorno3sa (TREC u KREC), Ho i1 TOUHOTO fuarHo3a TpedyeTcs IMMyHO(EHOTHITUPOBaHHE
METOZ|OM IIPOTOYHOM LIUTOMETPHH C ITOC/IeSYIOIMM MOJIEKY/ISIPHO-TeHeTHUe CKUM HCCIefl0BaHHEM.

Jleuenne I1IM]] BK/IIOUAeT pas3/MyHble METOBI: 3aMeCTUTEe/bHYI0, UMMYHOCYTIPECCUBHYIO, TAPTeTHYI0 OHONIOTrHUecKylo,
NMpoGUIaKTHYECKYI0 TMPOTMBOMHUKPOOHYIO Teparmuio W jpyrue [5]. Kpome TOro, K KypaTHBHBIM METOJAM OTHOCSTCS
TpaHCIIaHTalUsI TeMOIo3ThUe CKUX CTBOJOBLIX Ki1eToK (TT'CK) u renHas tepamnus [6], [7]. Pacmvpenue dapmakosioruueckux
BO3MOKHOCTell 1 COBepllIeHCTBOBaHUE METOZI0B KJIeTOYHOM W TeHHOW Tepanuy IMO3BOJSIOT KOHTPOIWPOBATh WM W3/1€UYNTh
3abosieBaHue y OobLIMHCTBA TauueHToB ¢ ITA]I. OfHako ycriex je4eHHs 3aBUCUT OT PaHHel JUarHOCTUKH, UYTO 0COOEHHO
Ba)XHO [IJIs1 TAI[eHTOoB C TskenbiMu popmamu TV /1. Haripumep, npoBesenue TT'CK 10 3,5 MecsilieB y MaljlieHTOB C TshKeJon
KOMOMHMPOBaHHOW MMMYHHOU HepocTatouHocThio (TKVH) noBbIIaeT BEDKMBaeMOCTh 10 91%, B TO BpeMsi KaK 1OC/Ie 3TOro
BO3pacTa OHa cHwkaercs fo 66% [8], [9], [10]. OTcpouka 3aMecTUTe/BHOW Teparuy IperapaTaMd UMMYHOTTIOOYTHHOB Y
MALUEHTOB C arammariodynuHemuei (ATT) npuBogut K 15% JieTanbHOCTH, @ Y BBDKUBILUX — K Pa3BUTHIO OPOHXO3KTA30B Y
50% 3a 5 ner [11].
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Kmununueckast quarnoctuka TKUH u AT'T fo manudecTaiyu 3a60/1eBaHMs 4aCTO HEBO3MOXKHA, TaK KaK CUMIITOMOB HET B
Haua/ibHble MecsIbl XU3HU. IlepBoe HH(eEKI[MOHHOe MposiB/ieHWe, Topo3peBaeMoe Ha IIM]I, uacTo BefjeT K Cepbe3HbIM
TOC/Ie/ICTBUSIM WK cMepTH. [1o3ToMy BbIsiBieHHe Tskeblx ¢opm [TU]] ¢ moMoIIbi0 HeOHaTalbHOTO CKPUHUHTA 10 Pa3BUTUS
MHQEKIMOHHBIX OCIOKHEHUHN CYIIeCTBEHHO Y/IYUIINUT ITPOTHO3 MAL[MeHTOB U CHU3UT MJIafIleHUeCKyI0 U JIeTCKYI0 CMePTHOCTh B
uenom [4], [9].

Lenb vccienoBadus: JEMOHCTPAHS KIMHUUECKHAX CTy4YaeB IMePBUUHBIX NIMMYHO/Ie(DUITUTOB Y AeTel 2 et 9 MecsiteB u 9
JIeT.

MeToabl ¥ TMPUHLIMIBI UCC/IEA0BAHUS: MEAWIMHCKUE KapThl CTal[HOHApHOro OosbHOro (dopma 003/y), Manbuvka B
Bo3pacTte 2 roza 9 MecsIieB M [IeBOUKU B Bo3pacte 9 jieT, Kotopble Habmopanuck B ['BY3 [leTcKol KpaeBOM K/IMHUYECKOH
6onmpaULe (JKKB) r. KpacHogap B 2022 ropy.

Pe3ynbraThl U 00CY)XAEHUS

2.1. IlepBblIil KTHHUYECKUW CIydan

Masnbuuk M. 2 roja 9 mec, moctynua B mynbMoHosioruueckoe otaenenue JKKB c¢ »xanobamu Ha HerpoJyKTHBHBIN
Kalllesib, OJJbIIKY, BSUIOCTb, CHVDKEHUE armeTuTa.

AnamHe3: peOeHOK OT BTOPOU GepeMeHHOCTH, TIPOTeKaBlIell 6e3 0cobeHHOCTeH, BTOPBIX CPOYHBIX POZIOB, C MACCOM Tesa
3900 1, guHOK 57 cM, OLjeHKO# 1o mikajae Arrap oT 8 go 10 6a/utoB. Beinucad U3 pojjgoMa Ha 6-e cyTku. B cembe erre 4
JleTeld, y MyIa/iiiel CecTpbl, CO C0B 6albyllKy, pacileniHa TBeporo Heba (Tpebyroliias OrepaTHBHOTO JIeUeHusl).

CornacHo [aHHBIM MeJMLUHCKOM [OKyMeHTarud, pebeHOK Habmrozasicsi HeBposiorom ¢ auarHo3om LI c 2021 r,
TrosTyyast jedeHre B HeBposioruueckoM otaesieHnu JJKKB v Haxoaumcs Ha MHBaIMIHOCTU. VI3 epeHeceHHBIX UM 3a00JieBaHuUM
obpaijaii Ha cebsi BHUMaHWe YacThle peCnUpaTopHble 3a00/eBaHUs, B TeUeHHe TMOCIeJHUX JIET OTMEYasCs MMOCTOSHHBIN
Kamienb. B mapte 2022r. GonbHoU seunncsi B JIOP-otgenenuu [TKKB 1o MoBoAy /BYCTOPOHHErO THOWHOTO CHHYCHTA,
THOWHOTO OTHUTA, 3aTSHPKHOTO OpPOHXUTA.

Hapy1iieHre KoOpAVHALIMM /IBM)KEHUS U TIOIIATHIBAHKE TIPU XO/iIb0e UMeTU MecTo C OfHOro roza 5 mecsieB. C poxaeHus
HabsTro/ja/IMCch U3BUTHIE COCY/BI Ha cKiepax. [IpodunakTiueckrie PUBUBKY OB C/leaHbl 110 MHAUBHU/YaJbHOMY KajleHZaplo,
6e3 peakiui. Aieprosioruyeckuii aHamMmHes — 6e3 ocobeHHOCTel

ITpu ocMoTpe: COCTOsIHUE TPU TOCTYIUIEHUU TsDKesloe, 00yC/IOB/IeHHOe /IbIXaTesbHOW HejocTaToyHoCThio 11 cremeHwy,
VHTOKCHKAllMel, HeBPOJIIOTUYEeCKOW CHMIITOMAaTHKOW. PeOeHOK BsUIbIH, CaMOCTOSATENIBHO He XOMUT, CHIWUT C TOAJEeP>KKOH.
Habsrofjaetcst oTcTaBaHue B IICMXOMOTOPHOM Pa3BUTHHU (TOBOPUT OTZe/bHbBIE C/I0Ba). KoXKHbIe MOKPOBLI OJie/IHbIE C CEPOBATHIM
oTTeHKOM. Ha koxe 1€k, CK/iepax — COCYJUCTbIe 3Be3/I0UKH, B TMOAJIONATOUHON 00/acTy CrpaBa — /[Ba MATHA I[BeTa Kode C
MosioKoM. [ToKOXKHO->)KMPOBasi KleTuaTKa pa3BuTa c1abo, pacrpeeneHa paBHOMePHO. JIuMaTiueckye y3/ibl: TaabIUPYHOTCS
BCe TPyIINkl, Oe3060/1e3HEHHbBIE, TIO/[BU)KHbIE, HE CMasHbI C OKPY>KaKOI[el TKAaHbIO; MOAUeTFOCTHON TuM(aThuecKuil y3ea cieBa
yBesmueH (2x3 cM), 6e300/1e3HEHHBIN, 3/IACTUUHBINA, He CIasH C OKpYy’Karolled TKaHblo. HoCOBOe [bIxaHHe 3aTpyJHEHHOe,
oTzAensieMoe CyM3nCTOe. I'pyaHast KiieTka AedopMUpOBaHa, BOPOHKOOOpa3HOU ¢dopmbl. YacToTa AbixaHust — OT 52 10 56 B 1
MUHYTY. OfbIIIIKAa CMEIIeHHOTO XapakKTepa C Mpeo0siajaHieM WHCITMPAaTOPHOTO KOMITIOHeHTa. [1epKyTOpHBIN Hafl IErKUMU 3BYK
He W3MeHeH, ayCKy/JbTaTUBHO C 00erX CTOPOH BBLICIYIIMBAIOTCS pa3HOKaIMOepHble BIaXHbIE KPEMUTUPYIOIIE |
MeJIKOITy3bIpuatbie Xpurnbl. YacToTa cepfeuHbix cokpaiieHuii — 128 B 1 munHyTy. ToHBI cep/lia pUTMUYHBIe, TIPUTJIYILIEHHbIE,
CUCTO/IMUECKUI 1IyM Ha Bepxyiuke. [TeueHp +1 cM. Macca Tena rpu MOCTYIUIEHWH B cTaljuoHap — 9575 T, [yiMHa Tena —
84,5¢cMm.

JlaGopaTopHbIe MCCTe0Banyst: OGIUI aHaIU3 KPOBU HAa MOMEHT MOCTyIUieHust: 1. — 10,7x10° /1, sp. - 4,59x10"%/n1, Hb -
106r/n, Tpombor. - 432x109/7, 303. — 10,5%, MoH. — 10,4%, mumd. — 50,6%.

2.2. O6muii ana U3 MouH Ge3 0coGeHHOCTeMH

Buoxumuueckuii aHann3 KpoBu: o0wmil 6enok — 56 r/n, ALT/AST — 7/29E/n, MoueBuHa — 4,8 MMOJIb//, CBIBOPOTOYHOE
»xemne3o0 — 6,28 mkmoss/n, OJKCC — 67,4 MMonb/.

YpoBeHb UMMYHOIIOOYIMHOB B CHIBOPOTKE KpoBu: Ig A — 0,72 r/n, Ig M — 0,37 r/n, Ig G — 6,2 r/n (Hu3Koe cofepkaHue Ig
A, IgMulgG).

VimmyHoremaronornyeckue ucciaefoanusi: CD Mapkepsl

UccnepoBarue CD 45+ mumdornmror 38,4%

NccnepoBanue CD 3+ numbonmtos 70,4% (62-69)

CD 3+abs 3,8 Abs/cent (1,8-3)

HUccnepoBanue CD 19+ mumdoriuros 24,8% (21-28)

CD 19+abs 1,34 Abs/cent (0,7-1.3)

Uccnenoanue CD 4+ numdorytoB 48.3% (30-40)

CD 3+ CD 4+ abs 2,61 Abs/cent (1-1,8)

UccnepoBarue CD 8+ numdbormtoB 15,2% (25-35)

CD 3+ CD 8+ abs 0,82 Abs/cent (0,8-1,5)

VccnepoBanue CD 16+/ CD 56+ numdonuToB 3,6% (8-15)

CD 3-(CD 16+56+) abs 0,19 Abs/cent (0,2-0,6)

Ratio (CD4:CD8) 3,18 (1-1,6)

C yueroM ocobeHHOCTel aHamHe3a (pelUAUBUPYIOUIMH WH(EKIMOHHBIA CUHJPOM B BHe BO3BPAaTHBIX PeCITUPAaTOPHBIX
VH(QEKLMH; HeBPOJIOTMUYECKWe HapYLIeHUssT — W3MEeHEHHWe T[IOXOJKM, [IOIaThiBAHWe TIpU Xoabbe, €1aboCTh, BSIOCTb,
3aMe/IJIeHHOCTh [IBIDKEHHUH; OTCTaBaHWe B (PU3MUECKOM pa3BUTHM; COCYAWCTbIE 3Be3[0UYKM Ha CK/epax C PpOXKAeHHs),
K/IMHUYEeCKUX JIaHHBIX W De3y/bTaToB JIabOpaTOPHBIX M WHCTPYMEHTA/TBHBIX MCC/IeNOBaHUN ObLT BBICTABIEH [UarHo3
MepBUYHBIA HMMMYHOZe(ULIUT HEYTOYHeHHBIM. IlalMeHT Toydas aHTHOAKTepualbHYl0 Tepamuio (LedTpuakcoH), B/B
WMMYHOIVIOOY/TUH UesioBeKa HOPMasibHBbIM, OPOHXOJMUTHUECKYI0 Tepanuio. B ganbHellieM peKOMEH[0BaHO HabmoneHue
rematosora B IKKB.

4
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2.3. Bropoii KIMHUYeCKHH cayJyai

[HeBouka 9 sieT, yacTble SMMU30/bI PECITUPATOPHBIX 3a00/1eBaHUM C 3aTsDKHBIM TeueHHeM, Oe3 Tepanuy aHTUOMOTHKAMH He
BbI3ZlOpaB/MBaia. B TeueHue rocnefHero roja B aHaaM3aX OTMEUAIOTCs M3MeHeHWs B BHJe aHeMHH{, TPOMOOLIMTOIIEHUH,
JielikorieHuu. BriepBble Obla rocnurtanuupoBaHa B otaeneHre OHkonoruu u remarosnoruu JJKKB r. KpacHogapa B ceHTsiOpe
2022 r.

Ilpu ocMmoTpe: cOCTOsIHME CpefiHel CTeleHH TsDKECTH 3a CYeT aHeMHUYeCKOro M KOXKHO-FeMOpparu4yeckoro CHHJPOMOB.
KoxHble TIOKpOBbI OsiefjHbIe, eJVMHUYHBIE SKXHUMO3bI M TETeXHM, IO BCEMY TY/IOBHILIY W Ha KOHEYHOCTSIX HMeEeTCs
pacnpocTpaHeHHasi TMTMeHTalus, nsATHa Kode c MmosiokoM. [lepudepryeckre nuMdariueckre y3iabl He YyBelIWYeHbl,
eMHUuHbIe. B jlerkux ppixaHue BesukysspHoe, Y/ 20/mus. ToHsl ceppua rpomkue, putmuussle, YCC 104/muH. Kusot npu
nasblaluy MArkui, 6e36o/e3HeHHbIH. [leueHb U cesle3eHKa He yBeJIMYeHbI.

JlaboparopHble Ucc/ie[joBaHYs: 0O1IuMii aHa/IN3 KPOBU IpeAicTaB/ieH B Tabmuiie 2.

Tabnwia 2 - JTabopartopHbie roka3aTesy 001ero aHaau3a KpoBU

DOI: https://doi.org/10.60797/IRJ.2024.143.97.2

ITokazarens Pe3sysnbrars! Pe;ll){eil iﬁ;ﬂe Epn. nusmepenus
JIeKOLMTBI 4,391 5-12 x10%n
OpUTPOLUTEI 2,711 3,5-4,7 x10%/n
T'emornobvH 911 110-145 r/n
TpOMOOLUTHI 541 150-450 x10%n
Heitrpodunl 16,61 35-65 %

NMMyHoOremarosiornyeckye ucc/ief0BaHus:

IMTpo6a Kymbca - oTpuriaTenbHast

CD mapkepsr:

Nccnenoranue CD 45+ mumdoruror 80,3%

Nccneporanue CD 3+ numdbonuTos 67,2% 66-76

CD 3+abs 4,3 Abs/cent 1,4-2

Uccnenoanue CD 19+ mumdoruros 7,1% 12-22

CD 19+abs 0,45 Abs/cent 0,3-0,5

Uccnenoanne CD 4+ nmumdoruToB 38,9% (33-4)

CD 3+ CD 4+ abs 2,49 Abs/cent (0,7-1.1)

UccnenoBanne CD 8+ mumdorutoB 25,1% (27-35)

CD 3+ CD 8+ abs 1,61 Abs/cent (0,6-0,9)

Uccneporanue CD 16+/ CD 56+ mumdoruTos 24,7% (9-16)

CD 3-(CD 16+56+) abs 1,58 Abs/cent (0,2-0,6)

Ratio (CD4:CD8) 1,55 (1-1,4)

Muenorpamma: TMyHKTaT OefleH, COAEPXKUT J[OCTaTOYHOE KOJMYECTBO HEWUTpA/NbHOTO JKUPAa M 3JIEMEHTOB CTPOMBI.
OpUTPOUAHBIA POCTOK COXpaHeH, 3PUTPOMNO033 HOPMODOIACTUUYECKOr0 TWMA, TeMOrIOOMHM3alMs B Tpefenax HOPMBI.
MerakaproLUMTapHbIA POCTOK COXPaHEH, Tpe/[CTaB/IeH KIeTKaMH Pa3HOM CTereHH 3peloCTH C HapylIeHHOW (yHKI[MOHATBHOU
JlesITeJIbHOCTBIO

Mo pe3ysnbTaTam MpoBeJjeHHOT0 00CIe0BaHMs TeHe3 LIUTONeHNH He OBl /10 KOHIIa BeprU(HULIMPOBaH, BBIMMCKA MaLeHTKH
6buta Hanpaenena B HMUL] OAT'OU um. PorayeBa . MockBa, MomyueHbl PeKOMEH/AlUH M0 TIPOBEJeHUI0 MOJIEKYJISIPHO-
reHeTUUeCcKoro obcsie[oBaHus, KOTOpoe ObLIO TIpoBeZieHO B jlabopatopur I'eHeTwk ¢epct. ITo pesynbraTtam o0ciejoBaHUS Y
JIeBOUKU MMeeTcsl u3MeHeHUs1 B reHe RADS0 (accoumupoBanHoe ¢ HuiiMreH — nopo0OHbIM cuHApoMoM) U B reHe ERCC4
(acconupoBanHoe ¢ aHemueldi ®PaHkOHM). [IeBouka rOCIMTAJM3UPOBaHa TMOBTOPHO [ijii KOHTPOJILHOTO 00c/jefoBaHusi. B
ME>KI'OCITUTA/IbHBIN T1ePUOJ, Y TIAIIMeHTKW B aHajM3e KPOBU COXPAHSIOTCSA LIMTOTIEHUUECKUE TMPOsiB/IeHUs, He Tpelyroljue
3aMeCTUTe/IbHOM Tepariy KOMIIOHeHTaM1 KPOBHU.

Kmuanuecknii  auarHo3:  IlepBuuHBI ~ MMMyHOAe(HIUT  HEYTOUHEHHBIH. MHeIoguCIIacTHYeCKUil  CHH/IPOM
HeyTOUHEeHHBIH.

3ak/IloueHue

ITpencraBneHHble KJIMHUYECKHe CIydad TIOKa3blBalOT pa3HooOpasue HecrelMpUYeCKUX CHHADOMOB, KOTOpbIE
00yC/I0oB/IeHbI NIepBUYHBIMU UMMYyHOZedunuTamMy. CoueTaHue TaKWX IPOSIBNIEHUI Kak yacTble MH(GEKLMOHHbIe 3a00/1eBaHus,
OTCTaBaHMe B (pH3MUeCKOM Pa3BUTHH, TTOPOKU Pa3BUTHS, JTUM(AeHONaTHH, U3MeHeHUsI CO CTOPOHBI CHUCTeMbI KPDOBH [JOJDKHBI
HACTOPa)KMBAaTh IeJMaTPOB B OTHOLIEHWH IaTOJIOTWUM WMMYyHHTeTa. [laljieHTaM B HamuxX HaOMIOLEeHWsX IUIaHUPYeTCs
JanbHelinee obcnenoBanue U HabmogeHne B HMULL IT'OU um. PoraueBa r. MockBa /ijisi yTOUHEHHsI TPYIIIIBI TIEPBUUHOTO
MMMYHOZeQULIITa U OTIpeZieIeHNs AabHeHIel TAKTUKY BeJ|eHNsI.
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