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IlepBuyHoe nMMYyHOAe(PUIIUTHOE COCTOSIHUE Y pedéHKka 9 jieT

OI'BOY BO «/larectanckuii rocyqapCcTBEHHBI MEIUIIMHCKAN YHUBEpcHuTeT», 367000, Maxaukana, Poccust

ITepBr4HBIC UMMYHOIE(MHUIMTHBIC COCTOSHUS TIPEACTABIAIOT COOOM reTeporeHHyI0 TPYNIly HapyLICHUH, BbI3BaHHBIX AedexramMu
Pa3IHYHBIX 3B€HBEB IMMYHHOH CHCTEMBI, KOTOPBIE KIIMHUYECKH IPOSIBISIOTCS B BHJIE PEIUANBUPYIONIMX HHPEKINOHHBIX U ayTO-
HMMMYHHBIX 3a0071€BaHNUi pa3HOH cTeneHu TshkecTu. ONMucaHo coOCTBEHHOE KIIMHUIECKOE HAOMIOCHUE [UIS OIIPeIeNICHUS] IPUHIIN-
OB TUarHOCTHKH U JICYSHHs IEPBUYHBIX HMMYHOAS(MHUIMTHBIX COCTOSIHUH Yy IeTeil B COBPEMEHHBIX YCIOBHSAX. YCTAaHOBJICHO, YTO
CpeIHMI BO3pacT MOCTAHOBKU AWArHO3a HMMYHOAE(HINTHOTO COCTOSIHUS COCTABISIET B JydmneM cirydae 30 mHel, HO 9acTo 3To
BpeMsl yBEITMUMBAETCS 10 HECKONBKUX JieT. [IpenicTaBieHsl Takxke JaHHbIE PETHCTPa MEPBUYHBIX HIMMYHOAE(PUIIUTHBIX COCTOSHHUM
Pecry6nukn [larectaH 1o AHarHOCTUKE ¥ MOCTOSHHOM 3aMECTHUTENBHOM Tepariyi HIMMYHOIE(UIINTHBIX COCTOSHHN.
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Primary immunodeficiency conditions are a heterogeneous group of disorders caused by defects in various parts of the immune
system, manifested in the form of recurrent infectious and autoimmune diseases of varying severity. The authors describe own
clinical observation to determine the principles of diagnosis and treatment of primary immunodeficiency in children in modern
conditions. The average age of diagnosis of an immunodeficiency condition has been established to be best over 30 days, but often
this time increases to several years. The data of the enrolment of primary immunodeficiency states of the Republic of Dagestan on
the diagnosis and permanent replacement therapy of immunodeficiency states is also presented.
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BBenenue

CPBUYHBIC  WMMYHOAC(HUIMTHBIE  COCTOSHHS

(MC) — a10 rereporeHHas TpyImmna reHeTHIecKu

JETePMUHHUPOBAHHBIX 3a00JIeBaHUH, 00yCIOBIICH-
HBIX HapyIIEeHWEM CIOKHOTO Kackaja HMMYHHBIX PEaKIUi,
HEOOXOAMMBIX JUISl SNMMHHAILMH Yy>KEPOAHBIX areHTOB U3
OpraHu3Ma M pa3BUTHA aJIeKBaTHBIX BOCHAINTEIbHBIX peak-
uuii [1, 2]. Pacnpoctpanénnocts MJIC B Mupe B cpegHem
cocranygeT 1 : 10 000. X TUIMYHBIMU MIPOSIBICHUSAMHU SIB-
JISTIOTCS TSDKEJIO MpOTeKaromue OakTepruanbHbIe, BUPYCHBIE
U TpUOKOBbIC WH(EKINH, ayTOMMMYHHBIC 3a00J]eBaHHS H
MOBBIIICHHAS! CKIOHHOCTh K Pa3BUTHIO 3JI0KaUeCTBEHHBIX
HOBoOOpa3oBanuii [3, 4]. HacnenctBeHHble WM TPUOO-
peréHnble Bo BHyTpuyTpoOHOM mnepuoae MJIC o0bI4HO
MPOSIBISIFOTCS MJIM Cpasy IMOCIe POXICHUS, WK B TeUYEHHE
HEepBBIX 2 JieT ku3HU. OJHAKO MeHee BBIPAXKEHHBIE I'eHe-
TH4ecKue Ae(eKkTsl IMMYHHOTO OTBETa MOT'YyT MaHU(eCTu-
poBaTh IMO3XKe, HApUMep, Ha 2—3-M JECATHICTHH XKU3HU
[5]. Hacnencreennsie ¢opmer MJIC, kak mpaBmiio, xapak-
TEPU3YIOTCS Ay TOCOMHO-PELIECCUBHBIM HITH X-CIETNICHHBIM
peliecCCUBHBIM TUIIOM HaciienoBaHus [6, 7].

PanHss AuarHocTrka cnocoOCTBYET COKpALEHHUIO BpeMe-
HHU yCTaHOBJIEHHA AWAarHo3a, a NpoMeJICHUe OTPULATEIbHO
BIIMSET Ha Ka4eCTBO JKU3HU OO0JBbHOIO U ero cembH [8]. [Toka
JIMarHo3 He TOATBEPXKIEH, OONBHBIX, CTPAIAIONINX OT pe-
[IUTUBOB MH(EKIINH, ayTOMMMYHHBIX WJIM BOCIIATHUTEIBHBIX
3a0orneBaHui, 00ycIoBIeHHbIX nepBruyHbM MIC, 3a4actyio
HAIPaBIISIOT K Pa3IMYHBIM CIEUUAINCTaM 0e3 Ha3HaYeHHs
neyeHns u HaOmromeHus [9, 10]. KoneunbiM pesynbsraTtom
CTaHOBUTCS YXYIIIEHUE COCTOSHUS OONBHBIX, HEOOOCHOBAH-
HOE HCIOJIb30BaHUE PECYPCOB 3IPABOOXPAHEHHS M UyBCTBO
0eCIIOMOLIHOCTH Y BCEX Y4aCTHHUKOB Iporecca. ITo naHHbIM
uHpopmaoHHOH 6a3bl, BKIIodatomei 6onee 1000 maruen-
TOB ¢ nojo3peHueM Ha nepuuHoe MJIC B A3um, ycTaHOB-
JIEHO, YTO CEeMBH YacTO TEPSIOT OIHOTO WX Oojee JeTel oT
HenuaraoctupoBanHoro MJIC, mpexe ueMm ouepeHoMy pe-
08nKy Oynmet mocrtaBnen nuarao3 [11]. Tounas quarnoctuka
NJC moxer cnocoOCTBOBaTh HE TOJIBKO CBOEBPEMEHHOMY
MOJyYEHHUIO CHELHaIN3UPOBAaHHON ITOMOLIH, HO M IpOBesie-
HHUIO TeHETUYECKOTO KOHCYJIBTHPOBAaHUSA/IPEeHATaNbHOM Ana-
THOCTHKH B OTHOIIIEHNH Oynymmx aereit [12, 13].

B HacTosiiiee BpeMsi IMMYHOJIOTH pacliojiararoT MeTo-
namu sedenns nepBuaHbX VJIC, mO3BOISIOINME MTOTHO-
CTBIO U3JIEUUTH 3a00eBanue [14, 15]. JlaHHbBIC 1O JICUSHHIO
nepsuuHoro MJIC mokasbIBaloT, 4TO AJIsI TeX OONBHBIX, KO-
TOpPBIM OblIa MPOBeNeHa TPaHCIUIAHTALMS T[€MOITO3THYe-
ckux ctBojoBbiX kiertok (TT'CK) B mepseie 3,5 mec xus-
HH, BBDKMBAEMOCTb cocTaBisieT 94%, nis gereil crapero
Bo3pacta 0e3 ungpexuii — 90%, msa gerei ¢ paspenus-
mmmucst uHpeknusmu — 82% [16—18]. BeokuBaemMocThb
neredl crapiie 3,5 Mec ¢ aKTUBHOM WH(QEKIHeH BO BpeMs
TI'CK coctasmnsina Tonbko 50%. DTH naHHBIE YKa3bIBAIOT HA
TO, YTO paHHssI AUarHocTuka nepBuuHbix MJIC ymyumaer
ucxonpl. TeM He MeHee NaHHBIM METOHA Tepamuu COMPOBO-
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JKpaercs kak MUHUMYM 20% J1eTalbHOCTBIO, YTO OTPaHU-
yupaeT nokazaHus K TI'CK TolbKO TEMH COCTOSIHUSIMU,
KOTOpbIE HE MOAJIe)KaT KOHCEPBAaTUBHON MAaTOr€HETHYeCKON
Tepanuu. CaMblil EpCIEKTUBHBIM MeToA paHHEH JUarHo-
ctuku NJIC — maccoBoe oOcrnenoBaHne HOBOPOXKIEHHBIX
i HeoHatadbHbINH ckpuHUHT [19, 20]. IlepBuunsie NJIC
MOTYT OBITH OOHAPY>KEHBI C TIOMOIIHIO H3MEPEHHS YPOBHEH
JHK TREC n KREC B cyXoM NTHE KPOBU Ha KapTe HEO-
HaTaJbHOTO CKPUHHUHTA MOJIMMEPAa3HON IEMHOM peakuuen
B pexxuMme peanbHoro BpemeHu [21-23]. CBoeBpeMeHHas
JuarHocTuka nepBuuHblx VJIC mpUBOOUT K ONTHMHU3ALUH
HCIIOJIb30BAHUS PECYPCOB U YMEHBIIEHHUIO 3aTPaT CUCTEMBI
3npaBooxpaHeHus. [y ompenereHus OCOOEHHOCTEH Iu-
arHOCTHKHU U JedeHus: nepsuanoro MJIC b1 mpemmaraem
coOCTBEHHOE HAOJIONCHHE.

Onucanne KJIMHUYECKOI0 cay4dasi

Manpurk, 9 net. bonen ¢ 1 roga ku3Hu, Korna ObLI M-
ArHOCTUPOBAH PEIUUBUPYIOIIUA apTO3HBI CTOMATHT.
C 2,5 ner y pe6€nka ormeuarorcs yacteie OPBU 1o 67 pa3
B roj. B Bo3pacre 4 net canamus 3y0a 0CII0KHUAIACH pa3BU-
THEM CHAJIOA/ICHUTA, Pa3pEIIUBIIETOcs Ha (JOHE aHTHOAKTe-
puanbHOi Tepanuu. B To ke Bpems ObL1a TuarHocTHpOBaHa
meitHas auM¢aaeHonaTus, Kotopas Obula paclieHeHa Kak
TeUeHHe MH(EKLUOHHOIO MOHOHYKJIE03a, IalMeHT IOy-
YaJl CHMIITOMaTHYECKYI0 W aHTHOAKTEPHAIBHYIO TEPaIHio
0e3 addekra. Ha nporsikeHHn Bceld )KU3HU Y peOEHKa OT-
MEYaJHNCh 3 3MU307]a MHEBMOHUWH, MOCIEAHUNA — B afmpe-
ne 2021 r. B Bo3pacte 7 ner. B mae 2021 1. OonbHOM ObLT
KOHCyIbTUpOoBaH uMMyHostorom HMUI ATON um /1. Po-
raJyeBa, IpoBeJeHa IIIaHOBas epBUYHast KOHCyabTanus. Ha
MOMEHT KOHCYJIBTAllUM y allUeHTa OBl BEIPaXKeHHBIN JTUM-
¢omnponudepaTuBHbI CUHAPOM B BUJIE LIeHHOH TuMdoaze-
HOTIATHH U renarocryieHoMeranud. [1o TaHHBIM HIMMYHHOTO
o0ciienoBaHus TPyObIX OTKIOHEHUH B UMMYHO(ECHOTHIIH-
pPOBaHHU TUM(OIMTOB HE BBISABICHO, YCTAHOBICHO YMEHbB-
menue yncna CD4*, CD8*, CD19" u cHm»KeHne KOHI[EHTpa-
Uil CBIBOPOTOYHOTO MMMYHOII00ynuHa G 110 5,67 r/m.

YunThiBass aHamHe3 peOEHKA: OTATOMIEHHBIA CEMEWHBII
aHamHe3 (ru0enb MaJbYMKOB 110 MATEPUHCKOW JIMHUM, ONU3-
KOPOJICTBEHHBII Opak BO 2-M TOKoJieHuH), Jmmornporude-
PaTUBHBINA CHHAPOM, OTATOIIEHHBIN NMH(MEKIMOHHBIA aHAMHe3
(cTomMaTuThI, THEBMOHUH), I yTouHeHHs nepsuaHoro NJIC
0ONBHOMY OBUIH IPOBEACHBI (PYHKIIHMOHAJIBHBIC TECTBL JKC-
npeccusi SAP, XIAP (X-linked inhibitor of apoptosis), Burst-
test. Bce pesysbrarel — B nipenenax pedepeHCHbIX 3HAYSHHH.
SAP (Taxoke HazsiBaemblit SH2D1A) npencrasinsier coOoi BHY-
TPUKJIETOYHYIO aIalTePHYI0 MOJIEKYIY, SKCIPECCHPYEMYIO B
T-KIileTKax, eCTeCTBEeHHbIX KWUIEpax U HEKOTOPhIX B-KieTkax.
I'en SAP mytupyer mpu X-crerieHHOM JmMbonponmdepa-
THBHOM 3200JICBaHUH, UMMYHOJIC(DHIIUTE YeNIOBEKa, XapaKTe-
PH3YIOIIEMCSI HEMPABIJIBHBIM IMMYHHBIM OTBETOM Ha HH(]EK-
LIMIO, BBI3BAHHYIO BUpycoM DmmurelHa—bapp [24-26].

JIJis MCKITIOYEHUsT 3]I0Ka4eCTBEHHBIX HOBOOOpa30BaHUi
TUMQOUIHBIX TKaHeH naruenty Obuia nposeaena [19T-KT
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Ha 6aze HMUIL JII'OU um. JI. Porauéra, mo pesynasratam
KOTOpOI#i ObUIAa YCTAaHOBJICHA MATOJOTHYECKas MeTaboue-
CKasl aKTUBHOCTh B HaJl- ¥ onauadparManbHbIX TuMpaTa-
YecKHX y3Jax. B cBA3uM ¢ HapylieHHeM crenupuuecKoro
aHTUTEeN000pa3oBaHus (YMEHbIIEHHE KOHLEHTpPAlUul Chl-
BOPOTOYHOTO MMMyHOINIOOyaMHa G B KPOBH, CHIKEHHOE
YHUCJIO TEPEKITIOYCHHBIX B-KJIETOK MaMATH) W HaTUYHEeM
MHOKECTBEHHBIX 04aroB MHQeKnuu (adTo3HbIA cTOMATHT,
(apuHrUT, TaliMOPUT, MHOKECTBCHHBIE KapHUO3HBIC 3YObI)
OosbHOMY OBLTa MPOBENEHA 3aMECTUTENIbHAS Tepanus BHY-
TPUBEHHBIM UMMYHOTIIOOYIHMHOM (OoKkTaram 5%), 10 r. Ilpu
HAJIMYMU TPU3HAKOB JTUMGONPOIU(EPaTUBHOTO CHHIPOMA
Y MOBBIIIEHHOM MeTab0oIn4ecKoi aKTUBHOCTH B ITUMpaTu-
YEeCcKHX y3JaxX IallMeHTy Oblila IpoBeAeHa OuoICHs Haj-
KIIIOUMYHOTO JIMM(aTHYECKOIro y3ja CIpaBa, IpU KOTOPOiH
OTpeiesIeHbl IPpU3HaKkK ouMopdHOTo JuMbomnponudepa-
TUBHOTO pacctpoiictea (EBV+) [27].

JlaHHbIX 3a HeolulacThieckuil mpouecc HetT. [lpu Bu-
pycoJIoTH4ecKOM 00CJIEeIOBaHUU Ma3Ka CO CIM3UCTON 000-
JIOYKU TOJIOCTH pTa y OOJBHOrO OBUI BBISABIEH IIUTOMETa-
JIOBUpYC. YUHUThIBas 4acThle pelUIUBHpYIOmUe adTo3HbIE
CTOMATHUTHI, Ul OLEHKHU COCTOSIHUS CIM3UCTON 000J0YKU
MUIIEBOJIA, KETyIKa U IBEHAIIATHIICPCTHON KUIIKH 0O0Jb-
HOMY OBbLIa MpoBeleHa 2330(aroracTpoxyoCHOCKONHUS ¢
ouoricuei. JlnarHocTHPOBaHbI aHTPaJbHBIA HeaTpoduye-
CKHi1 racTpuT U ayoneHur. [lepudepudeckas mumdpoaneHo-
natus y peOéHKa paclieHeHa Kak peakTHBHAs, Ha oHe Xpo-
HUYECKUX 04aroB MH(EKUUH (MepCUCTEHLNS [IUTOMETANO0-
BUpyca, adTO3HBI CTOMATUT), PEKOMEHI0OBAaHA dCKaalus
IIPOTUBOBUPYCHOM Tepanuu (BalraHLUKIOBHP), a TaKxkKe
MpopUIaKTHIEeCKask IPOTUBOMUKPOOHAS TePAITHsL.

C 02.02.2022 mo 15.03.2022 GonbHOW HaxoAWJCS Ha
CTallMOHAPHOM JiedeHUH B JleTckol pecnyOinrKaHCKOM KITH-
HUYECKOH OOJBHHUIIE C AUArHO30M: MEPBUYHOE UMMYHOIE-
(uuTHOE CcOoCTOsTHUE, HeAU(PPEPEHIIMPOBAHHBII BapUaHT.
MKB-10 [184.9. Cunycur. Ocnoxxknenus: aumdonponude-
patuBHbII cuHApoM (JMMdoaneHonaTus nepupepudecKux
1 BHYTPUOPIOLIHBIX TUM(AaTUIECKUX y3JI0B, TeTaTOCILIEHO-
Meranusi). 3ateM peOEHOK OBUT HAIpaBJICH HA AajbHeHIee
J000CIIeIoBaHUE H JICUCHUE, a TAKXKE IS ONIPEACIICHUS TI1a-
HOBOH TeneMmenuiuHCKoW koHcynsrammu B HMUILL IT'OU
uM. J]. Porauépa, rie Obuia BeisiBlicHa TUMQoMa XOMKKHHA,
10 IOBOJY KOTOPOU OH MONYYHJI JICYCHHE.

ITo Bxonsel 3asBKke B OTHeneHMU PecnyOmukaHCKO#M
nerckoit 6ompHUIBL 10.03.2022 GonpHOMY ObLIa TpOBeEIe-
Ha TeneMeaunuHckas koHcyneTanus 8 HMUL JITOU um.
. Porauéra. B TakTuke BeneHHsI OOJFHOTO PEKOMEH0BA-
HO: aHTUOAKTEPHAIILHYIO TEPAITHIO JICBO(IIOKCAI[THOM, BaH-
KOMUIIMHOM TIPOIOJDKUTH B MPEXKHUX J103aX; HAYaTh aHTH-
0aKTepUabHYIO Tepanuio MepoHeMoM 60 MI/KT B CYyTKH 3a
3 BBe/IeHUsI BHYTPUBEHHO; (PIyKaHa30J] IPOAOIKUTE B J103€
7 MI/KT; BaNalMKJIOBUP (BaJITPEKC) HEOOXOJUMO 3aMEHHUTH
Ha BalraHUUKIOBUp 40 MI/KT B CYTKHU per 0S; BHYTPUBEH-
HOE BBEJICHHE MMMYHOINIOOy/InHa (TIpernapaTbl ¢ JOKa3aH-
HOW BHpycuHakTuBanueit) mo 0,5-1,0 I/Kr BHYTPHBEHHO
[28]; mocme mpoBeneHUsT KOCTHOMO3TOBOM ITyHKITUHA W WC-
CIIC/IOBaHUS MHUENOrpaMMbl — BBefeHne Duirpactuma,
KOTOPBI TpeacTaBisier coboil GpopMy pEeKOMOMHAHTHOM
JHK npupogHOoro rpaHylIoUTapHOrO KOJIOHHUECTUMYIHUPY-
forero ¢axkropa (mo 3—5 MKI/KT) MO KOHTPOJEM OOIIEro
aHajM3a KpoBU (LIeNIeBOM ypOBEeHb HEHTPO(UIOB — BBIIIE
1000 x1/MKIT); TIpoBenEeHHE KOCTHOMO3TOBOM ITyHKIMH C
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MHEIIOTPaMMOM, ITUTOTCHETHYECKIM U BUPYCOJIOTHYESCKHM
HCCIIeIOBAaHIEM KOCTHOTO MO3Ta; MPOBEICHNUE MYJIBTHCITH-
PaJIbHOM KOMITBIOTEPHOM TOMOrpaduu OpraHOB OPIONIHOMN
MOJIOCTH C KOHTPACTOM, YYHTHIBAas pa3Mepbl OOHapyKeH-
HBIX Tpu Y3U muMdaTuueckux y3ioB B BOPOTax ICUCHHU;
KOHTPOJIb OMOXMMHYECKOTO aHajli3a KPOBH: OIPENEIHTH
aKTUBHOCTh  aJIaHMHAMHHOTpaHC(epasbl, acrnapraraMu-
HOTpaHC(epasbl, JIaKTaTACTUAPOTCHA3sl U  CONIEpIKaHHe
TPUIIHLEPUAOB, (epputuHa, C-peakTUBHOTO OelKa, H3Me-
HEHHs KoarylorpaMmbl. [IallMeHT yrpokaeM 1o pa3BUTHIO
OHKOTeMaTOJIOTUYESCKOU aTOIOIUH, Cercuca, reModaromm-
T03a. OOECIeUnTh IOCTOSHHOE HAOIIOACHHE TIeANaTpPa, UM-
MYHOJIOT'a 1 OHKOJIOTa.

Oocyxnenue

Tsoxénbie popmbl nepBuaHbix NJIC mpuBOAAT K JeTanb-
HBIM HCXOJIaM B IiepBbIe 2 rofa xu3Hu. CpeaHuil Bo3pacT mno-
CTaHOBKH JMarHo3a COCTABJISIET B JydeM ciydyae 30 nHeid,
HO YacTO 3TO BpEeMS YBEIHYMBACTCS 10 HECKOJIBKUX JIET.
B peructpe nepsuunsix MJIC Pecry6muxu Jlarectad 1o co-
CTOSTHUIO Ha Jieka0pb 2022 1. Haxoauiics 81 00abHOM, U3 HUX
59 pmereii u 14 B3poCHbIX CO ClieAyrOIMA (opMaMu maro-
JIOTHH: ayTOBOCHAINUTENbHBIC 3a00NeBanus — 25; 1eQeKThI
BPOXKAEHHOTO UMMYHUTETA — 7; Ne(EeKThl KOMIUIEMEHTa —
1; nedexrs! parounToza — 3; UMMYyHHAs AU3PETYIALU —
9; KOMOMHHMpPOBaHHBIE MUMMYHOAE(DUIMTEI C CHUHAPOMAJb-
HOW marosyorueil — 12; HapymeHus TyMOPalbHOTO 3BEHA
WMMYHHUTETa — 6; HapYIICHUS KJIETOYHOTO U TYMOPAJIbHO-
ro nMMyHuTeTa — 10; HenepBUYHBIE IMMYHOJIC(QHUIIUTHBIC
COCTOSTHUS — 5; ICPBUYHBIH UIMMYHOJE(QHIIUT HEYTOYHEH-
Hbel — 3. IloCcTOSIHHYIO 3aMECTUTEIBHYIO TEPANHIO TOJTY-
YaloT: BHYTPUBEHHBIMH UMMYHOTIIOOYIHMHAMH — 12 00Jb-
HBIX, IIpenaparaMyl MMMYHOITIOOYIHHOB Ui MOAKOXHOTO
BBenenus — 15, TTCK — 9. TaprerHyto Tepanuo KaHaHU-
KyMaOoM Hoiy4aroT 4 G0JIbHBIX.

3akiroueHue

[IpencraBneHHbIN KIMHUYECKUHN Clydail sIBIseTCS CBU-
JIETEJILCTBOM HOBBIX BO3MOXXHOCTEH JIHArHOCTHKH M Jieue-
Hus jereil ¢ nepsuunbivMu UJIC.
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