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Pesiome. BrisasiieHue nepBuuHbix uMMyHoaeduiiutoB (ITU/), nuneHTudukanms Ho30J10rn4yeckux hopm
M CBOEBPEMEHHO Ha3zHauYeHHasl Tepariusi Ipyu JaHHOIW MaTOJOTUH SIBJISIIOTCST aKTYaJIbHBIMU TTPOOJieMaMu CO-
BpeMeHHoM nummyHoJioruu. I1o nanabsim peructpa [TW ] HalmonanbHOM accoumaly 3KCIIEpTOB B 001aCcTU
nepBUYHbIX UMMyHoaebuiutToB (HADITN/) 1o coctostHuto Ha 2021 rox B Poccuiickoit denepatiuu (PD)
BBISIBJIEHO 3617 citydaeB maHHOro 3a6oneBanust. PacripocrpanenHocts [T B PD 2,48 Ha 100 Thic. Hacese-
HUA. B HacTosiee Bpemst ayroBocnaauTeabHble CUHAPOMEBI (ABC) SBISTIOTCS penKoil TeHETUIECKH IeTep-
MUHUpOoBaHHOM naroyiorneit. CornacHo naHHbIM peructpa [TU HADITW/ B P 2021 rogy 3aperucTpupo-
BaH 541 cnyyail ayroBocnanuTeabHOro cuHapoMa. CBoeBpeMeHHast auarHoctuka ABC ocoGeHHO BaxHa y
JIeTel paHHETO BO3pacTa, KOTOPhIC UMEIOT CXOXMe (DEHOTUITMISCKIE TPU3HAKHU, TSI CHIDKCHUST KOJTMISCTBA
JIeTanbHbBIX MCXOIO0B U MpeaynpexaeHus nHpaauauzauuu. 1o nanueim peructpa [MUJ] meauaHa oTcpoyku
nuarHosa B Poccuu cocrapisiet 27 MecsuesB. Lleab 1aHHOM paboThl — aKTyaau3upoBaTh CBeJAeHUs 00 ayTo-
BOCHAJIMTEJIFHOM CUHAPOME, C KOTOPBIM MOTYT CTOJIKHYTHCSI MPAKTUKYIOIINE Bpayn: TIeauaTp, peBMaTOJIOT,
reMaToJior U Apyrue CheluaaucThbl. JJaHHBIM CUHAPOM HMMEEeT CJIOXHBIN auddepeHInalbHO-IMarHOCTU -
YEeCKHW TyTh Ui KIIMHUIIMCTOB U HEePeIKO TpeOyeT MYIbTUANCIMILIMHAPHOTO TTOX01a C TIpUBJIeYEeHUEM
CIIELIAJINCTOB pa3HbIX Mpoduieit. B HacTosIIel cTaTbe onMcaH KIMHUYECKUN ciaydail pedoenka C., 3 JerT,
C IMarHO30M «II€PBUYHBIM UMMYHOASGUIIMT: ayTOBOCIAIUTEIbHbBIN CUHAPOM, HeaAud G epeHIMPOBAHHBI».
IMamueHT GosieH ¢ 5 MecsleB, KOrma Hayajld OTMeYaThCsl TIEpUOINYECKHE TTOABEMbI TEMITEpATyphl TeJla 10
beoprtbHBIX 1M P 1 pa3 B Mecsil. 3aTeM KpaTHOCTD JIMXOPAdOK YBEeIMYMIACh 10 2 pa3 B mecsil. [1o mecTy
JKUTEJIbCTBA BBICTABJIEH NTMAarHO3 «BTOPUYHOE UMMYHOAE(MDUIIMTHOE COCTOSIHE BUPYCOACCOLIMMPOBAHHOE —
LIMB-undbexuus». Ha doHe nposoaumoro sedyenus LIM B-Bupemus KkynupoBaHa, OTHAKO BOCITaIUTEIbHbIE
aTaky coxpaHWIMch. [1o pe3ymbraTaM MOJIEKYISIpPHO-TEHETUICCKIX 00CIeI0BaHU 1e(heKTOB HE BBISIBIICHO.
B cBs3u ¢ minoxum otBeToM Ha Tepanuio HITBC 6bu1 Ha3HaueH MpeaHu30J0H B go3e 1-1,5 Mr/Kr/cyTku,
B cBs13u ¢ HU3KOI 93D HEKTUBHOCTHIO MPOBEAEHHO TOPMOHOTEpaNeit ObIT TOCMTUTAIM3UPOBAH B OTIEICHUE
nmmyHosnoruun ®I'bY HMUL AT'OUN um. Imutpusi PoradeBa. PeGeHKY ObUT BhICTaBJIEH OKOHYATEIbHBINA
nuarHo3 «[1T1J1» u uHuuMrpoBaHa Tepamnus CeJJeKTUBHbBIM KOHKYPEHTHBIM HHIruouTopoM TNFo — aTtaHep-
nenToM B go3e 0,8 Mr/Kr/cyTku 1 pa3 B Heaemto. TaknM 00pa3oM, ayTOBOCITAIMTEILHBIM CUHAPOM Yy ATl
CJIOXKEH IIJTSI TUAaTHOCTUKU U ITOA00pa Tepallii X MOXKET ObITh IPOTHOCTUYCCKU HEOIarOPUSTHBIM.
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Abstract. Identification of primary immunodeficiencies (PID), distinction of their nosological forms and
timely admoinistered therapy for this disorders frepresent topical problems of modern immunology. According
to the PID registry of the National Association of Experts in the Field of Primary Immunodeficiencies
(NAEPID), as 0of 2021, 3617 cases of this disease were diagnosed in Russian Federation (RF). The prevalence
of PID in Russian Federation is 2.48 per 100,000 population. Currently, autoinflammatory syndromes
(AIS) comprise rare, genetically determined disorders. According to the NAEPID registry data, of the PID
register, 541 cases of autoinflammatory syndrome (AIS) were registered in the Russian Federation (2021).
Timely diagnosis of AIS is especially important in young children who have similar phenotypic signs, in order
to reduce the number of deaths and prevent disability. According to the PID registry, the median diagnostic
delay in Russia is 27 months. The purpose of this work is to update information about the autoinflammatory
syndrome that clinicians may encounter, e.g., pediatricians, rheumatologists, hematologists and other
specialists. This syndrome requires a complex differential diagnostic algorithm for clinicians and is often
subject to multidisciplinary approach, involving specialists of different profile. This article describes a
clinical case of a 3-year-old child S. with a diagnosis of Primary immunodeficiency: autoinflammatory
syndrome, undifferentiated. The patient was diagnosed since the age of 5 months, when periodic rises in
body temperature to febrile values were registered once a month. Later on, the fever episodes were observed
2 times a month. The diagnosis was made at the place of residence as secondary immunodeficiency virus-
associated state (CMYV infection). CMV viremia was canceled against the background of ongoing treatment,
but the inflammatory attacks persisted. Molecular genetic studies did not reveal any defects. In view of poor
response to NSAID therapy and prednisone prescribed at a dose of 1-1.5 mg/kg/day, he was admitted to the
Dmitry Rogachev Research Medical Cemter. The child was finally diagnosed with PID, and therapy was
initiated with a selective competitive inhibitor of TN Fo — etanercept at a dose of 0.8 mg/kg/day once a week.
Hence, the autoinflammatory syndrome in children is difficult to diagnose and select therapy, and it may be
unfavorable prognostically.

Keywords: primary immunodeficiency, autoinflammatory syndrome, etanercept, CMV infection

pasnuumsi. CorjacHO JaHHBIM O PacIpOCTpaHEH-
Hoctu ITHUJI o okpyram P®D, B LlenTpansHom MO
1424 cnyyaa TMW]Jl, pacnpocTpaHeHHOCTb — 3,63
Ha 100 Teic. HaceneHnusi. B . MockBa 615 manueH-

BeeneHue

BoisiBieHUEe TNEPBUYHBIX UMMYHOAE(MUIIUTOB
(ITN M), nneHtTudukauus HO30J0TUYECKUX (GOpM U
CBOEBPEMEHHO Ha3HaueHHasl Teparusl Mpu TaHHOM
NaTOJIOTUU SBJSIOTCS aKTyaJbHBIMU TpoOJieMaMu
COBPEMEHHOU UMMYHOJIOTUU.

ITo panHbiM peructpa IIWJl HauuoHanbHOM

TOB, pacrpocTpaHeHHocTh — 3,01 Ha 100 ThICc. Ha-
cenenus. Toraa kak B [IpuBo/KCKOM denepaibHOM
okpyre (®O) BoIsIBIIEHO 624 TTalieHTa, pacipocTpa-

accouMaliuy dDKCIEepTOB B 00JIaCTU TIEPBUYHBIX
UMMYHOIe(PUIIMTOB Mo cocTossHuio Ha 2021 rom B
Poccuiickoit @enepannu (P®) BoisiBieHo 3617 ciy-
yaeB N@HHOTO 3a00JeBaHUsI, PACIPOCTPAHEHHOCTh
no crpane 2,48 na 100 Teic. HaceneHus [4]. Peru-
OHAJIbHBIE SMUAEMUOJIOTUYECKNE TaHHbBIE WMEIOT

HeHHocTb ITM/I cocraBasier 2,15 Ha 100 ThIC. Hace-
nenus. B Openoyprckoii oonactu [TU]I BBISIBIIEH Y
28 4eJioBeK, pacHpoCTpaHEHHOCTh cocTaBwia 1,44
Ha 100 Teic. HaceneHus. [TogoOHas cuTyauust cKiia-
JbIBaeTcs M B npyrux peruoHax P®: Cubupckuii @O
(1,49 na 100 teIC. Hacenmenust), Kpemmckuit @O (1,74
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Ha 100 TBIC. HaceneHMs), HambHeBocTOouHBIT DO
(1,85 na 100 thIC. HaceneHwust), FOxubiii O (1,95
Ha 100 TeIic. HaceneHwms ), CeBepo-Kapkasckuit @O
(1,97 na 100 TeIC. HacesneHus) [4].

IIpo6nema runognarHoctuku I1WJ1 ormeuaercst
B pa3HbIX cTpaHax. [1o maHHbIM peructpa EBporeii-
ckoro obuiectsa mo uMmmyHoneduutam (ESID) ya-
crota Bcrpeyaemoctu [TU] Bo DpaHumm coctaBu-
Ja 6,058 Ha 100 ThIC. HaceleHUsI, B TO BpeMsI KakK B
HlIBeiinapuu u Ilepmanuu 4,157 na 100 thIC. M 2,105
Ha 100 ThIC. HaceaeHUs COOTBETCTBEHHO [9, 10, 11].

B cenbmyto rpynmy MM/l o6benmHeHbl ayTOBO-
crtasniutesnbHble cuHApoMbl (ABC), KoTopble SBIIsI-
IOTCSI PENKOM TEeHETUYECKH IETePMHHUPOBAHHOMN
nartoJjiorueii. Yuciao 3aperucTpupoOBaHHBIX ClyyaeB
ayTOBOCITAIMTEIbHOTO cuHApoMa B PO — 541 yeno-
BeK, corjacHo maHHbIM peructpa [T HADITU] 3a
2021 ron [4].

KauecTBo Xu3HuU U mporHo3 pedenka ¢ T[T
BO MHOTOM 3aBHCHUT OT paHHEH IMAarHOCTUKHU U
CBOEBpEeMEHHO HayaTtoii Tepanuu. [lo naHHBIM
poccuiickoro peructpa ITMJ mMenuaHa OTCpOYKU
nuarHo3a B Poccum cocraBisier 27 mecaneB [3].
B cBg3M ¢ HU3KONM HACTOPOXEHHOCTbIO Bpauell B
OTHOIIICHUN BPOXKICHHBIX WMMYHOAC(GUIIUTOB OT-
MeYaeTcsl BBICOKash WHBAJIUIM3AIUS U CMEPTHOCTH
OOJIbHBIX, BCIAEACTBUE MTO3AHEN NMarHOCTUKMU.

CornacHo  ONpefesieHUuI0  MEXIyHapOIHOTO
coo3a MMMYHOJIOTHYEecKOoTOo obmectBa (2011)
TTNU — 3TO reHeTUYeCKU JeTepPMUHUPOBAHHBIE 3a-
0oJeBaHUsI, B OCHOBE KOTOPBIX JieXKaT MOJIEKYJsIp-
Hble WM OpraHumyeckue AedeKTbl, NMPUBOASILINUE K
HapylIeHUsIM KacKala MMMYHHbBIX peakliuii, Mpo-
audepaunu, 1udOEepeHUUPOBKU U (PYHKLIUNA HUM-
MYHOKOMIIETCHTHBIX KJIETOK, XapaKTepU3YIOIIIeCs
MHMEKIIMOHHBIMU TIpoLileCCaMU, ayTOMMMYHHBIMU
3a00JIEBAaHUSIMIA UM TIOBBILIEHHONH CKJIOHHOCTBIO K
Pa3BUTHIO 3JI0KAYECTBEHHBIX HOBOOOpa3oBaHUii [7].

AyToBOCHaIUTEbHBIA CUHAPOM — IPYIIIa PEAKUX
COCTOSIHUI, XapaKTEePU3YIOLIUXCS TTePUOIUYECKUMU
SIM300aMU CUCTEMHOTO BOCIIAJICHUSI U TIPOSIBIISTIO-
LIMXCSI MOJUMOPMOHON KIMHUYECKOU CUMIITOMATHU-
KOU, UMUTUPYIOIIEN peBMAaTUYECKYIO, B OTCYTCTBUE
ayTOMMMYHHBIX WM WHOEKIINMOHHBIX TIPpUYUH [8].
CornacHo KjiaccupuKaluy NepBUUHBIX UMMYHO/IE-
(GULUTOB, TIPEICTABIECHHON KOMMTETOM IO BPOXK-
JIEHHBIM OIMMOKAaM MMMYHHUTETa MEXKIYHApPOIHOI'O
cotoza mMmyHoJiornyeckux ob6uects (IUIS) 2020
roaa, BbiaesstoT aecsath rpynn I[N/, AyroBocnianu-
TeIbHBIC CUHIPOMBI O0bEIMHEHBI B CEIBMYIO TPYIIITY.
BaskHoe MecTo B UX IaToreHe3e 3aHUMAalOT Hapylile-
HUSI MOJIEKYJISIPHBIX MEXaHU3MOB PETYJISILIUA BOCHa-
neHud. B 3aBucuMocTti oT MexaHu3MoB cpeant ABC

BbIIEJSIOT MHTepdepoHonaTtuu 1-ro tuna, nedeKTbl
UH((IaMMacOMBbI U COCTOSIHUS C HEll He CBSI3aHHBIE.
B aToi1 rpynne mnpeactaBieHo 44 HO3010TMYECKUX
cuHgpoMa u 40 BepudULMPOBAHHBIX TeHOB [1, 2].
XapaktepHbiMu cumnromamMmu ABC gaBisiioTcst amm-
307bl JTUXOPAJIKU, JJaOopaTOpHbIE MPU3HAKK BOCMHA-
JneHus, TuMmdoripoandepaTuBHbIIA CUHIPOM, TTOJIU-
MopdHag ceimb [8]. s moaTBepXKaeHUs AUarHo3a
[T » nu «<ABC» 3HaunMasi pojib OTBOJUTCS FT€HETU -
YyeCKMM MeTojJaM uccienoBaHus [12].

Ilens manHo#i padoTBI — aKTyaJIU3MpPOBAThH CBE-
JIEHUsI O TIEPBUYHBIX UMMYHOJedULIMTaX, OINucaTh
KJIMHUYECKUM ciyyaili TakKoi peaKoil MNaToJIOTUW,
KakK ayToBocHaauTeIbHbIN cuHapoM (ABC).

MaTtepuarbl 1 MeToabl

Ha 6a3ze TAY3 «O6a1acTHas neTcKast KIMHU4ecKast
6onpHuLa» I. Open6ypr, PIIKB r. Kazanp u ®I'BY
HMMUWUILL ATOUN um. Jmutpus PoradyeBa maumeHTy
ObLTM TIPOBEJCHBI CleAyIolIue JadbopaTOpHbIE Me-
Toabl ucciaegoBaHusa: OAK, OAM, omnpeneieHue
TPYIIIbI KPOBU, OMOXUMUYECKUI aHAIN3 KPOBU, KO-
aryyjorpaMma, UMMYHOTpaMMa, KOIIpOIIUTOorpaMMa,
muenorpamma, I[P kpoBu Ha IIMB-undexuumio,
npsmas rmpoda Kymoca. MHCTpyMeHTaIbHbIE METO-
el OKI, Dx0-KI, Y3U cepmua, Y3U tumyca, Y3U
BHYTpeHHUX opraHoB, MCKT rpynHoil kJieTKu,
MPT ronoBHOro Mo3ra ¢ KOHTPacTOM.

st ncciienoBaHusT UMMYHHOIO cTaTyca ITallu-
enta B ®I'BY HMUL AT'OUN um. Imutpus Pora-
yeBa ObLIU MPOBEIEHBI MOJIEKYISIPHO-T€HETUUYECKUE
METOABl MCCJICAOBAHUS: MMMYHOMEHOTUITMPOBA-
HHEe TUMOOLUTOB TepuepuIecKoil KPOBU, UMMY-
HodeHoTunupoBaHue JUMGOUUTOB T-KJeTouHas
naHejab, MMMYHO(MEHOTUIIMPOBaHUE JUMQPOLIMTOB
B-xieTouHast maHesb, a TAK:Ke UMMYHOJIOTHYECKAsT
MaHeJb U TTOJIJHO9K30MHOE CEKBEHUPOBaHUE.

IpoBenen ananus pacrpoctpaHeHHoctu MMM/ u
ABC y gereit P o mannbsim peructpa [THUJ1 Hannm-
OHAJILHOM accOIMalliM 3KCIIEPTOB B OOJIACTH TIep-
BUYHBIX UMMYHOAebUIIUTOB 3a 2021 rog.

PesynbTartsl

OnucaHve KIMHUYECKOro ciydas pebenHka C.,
narta poxaeHus — 18.08.2018. I3 anHamHe3a >KU3HU
M3BECTHO, YTO MaJIbYUK POINIICS Y MaTepu 34 JIeT, OT
111 6epemennoctu (Bl — Beikuabil B 6 Heaenb, BIT —
3aMepiasi 0epeMeHHOCTh Ha 8-it Hemenre), I pomoB Ha
cpoke rectanny 39 Hele b ITyTeM KecapeBa CEUCHMSI.
Macca Tena npu poxaeHuu 3051 1, poct 51 cM. be-
PEMEHHOCTb IIpoTeKasa Ha (OHE TIeCTallMOHHOTIO
caxapHoro auabera, TpoMOOMGUJIMU U YIrpo3bl TIpe-
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pbIBaHUS -1 MOJOBUHBI OepeMeHHOoCTU. OlleHKa Mo
mKkaje Arnrap — 8/9 6amtos. 1o 4 MecsiieB peOGCHOK
HaxoAWJICSI Ha CMEIIaHHOM BCKapMiMBaHuU. [e-
HeaJJorTnYecKuii aHaMHe3: MHIEKC OTSTOIIEHHOCTU
0,5 — oTATOIIEHHOCTh YMEPEHHasI, IT0 TUTICPTOHNYEC-
CKOM 00JIe3HU, caxapHOMY AuadeTy, TpoMOOGUInU,
CUCTEMHOI KpacHOW BOJIYaHKE.

ITanmeHT GojieH ¢ 5 MecsleB, KOrjla BIEpBbIC
TeMIiepaTypa noaHsijaach 1o 38,5 °C u gepzkanach Ha
MPOTSDKEHUU 3 CYTOK, HECMOTPS Ha JICUCHUE aHTH-
OUPETUYCCKMMHU TIpenapaTaMy, IPU OCMOTpPE Ha-
oaroganoch «kpacHoe» ropyio. Ha ¢one aHTubGax-
TepUaIbHOUM Tepaluy CHWXKEHHE TeMIepaTyphl OO
cyodeopunbHbIx udp. C mHTEpBaIoM B 1 Mecsll
BHOBb OECIPUYMHHOE TIOBBIIIIEHUE TeMIIepaTyphl
Tena 10 ¢peOpUJIbHBIX UMMP ATUTETBbHOCTBIO 3 CYTOK,
a Takke KaTapajJabHbIe sIBJICHHs. [IpoBoaniIcs BHOBb
Kypc aHTubOakTepualbHOU Tepanuu. B mocnenyro-
mue 2 Mecsila y pedbeHka oTMeydasicsl pa3XuKeHHbI
cTyn Ha (poHe aHTUOAKTEepUAILHOI Tepallui U CHU-
JKEHHe arreTura.

B mae 2019 . Ha (hoHE MOTHOTO 310POBbS MU0,
rurieprepmun 10 38,6 °C B TedeHME 5 CYyTOK B CBSI3N,
C yeM ObLT 00ciefoBaH B KOHCYJBTaTUBHO-IUATrHO-
ctuueckoM LeHTpe TAY3 «O6macTHas aeTckas KJiu-
HU4YecKas bonbHuULa» I. OpeHOypra, rie MpoBeAcHbI
clenyloniue JadbopaTopHble METOAbI MCCASIOBAHMSI:
TTLP xpoBu Ha LIMB — pe3ysibraT NOI0XKUTEIbHbBINA,
B OAK HabGmrogascs JISMKOIUTO3 ¢ HEMTPOPUIBHBIM
CIBUIOM BJIEBO, OIpeAeeHUe MMMYHOTIJI00YJIMHOB
ceiBopoTku (IgG) — IgG — 586 mr/mn (Hopma 110-
650), IgA — 27,7 (0-30), IgM — 62,3 (30-90), da-
rouuto3 — 95 (Hopma 82-90). MHCcTpyMeHTaIbHbIE
MmeToabl ucciaenoBaHus: Y3U tumyca — V o0, =
28,4 (ropma mo 20,7). IToxydyan Tepanuio MOHO3WH
npoHabekcom 1o nosony LIMBU, untepdepoH anb-
da 2-a, HTIBC. ITpoBonumas Tepamnus 6e3 ahdek-
Ta. B TeueHMe caemyromero Mecsiia nepeHec OCTPhIit
GapuHTUT U TOH3UJIUT, OTMEYaIUCh TUTIepeMUsl 3eBa
¥ TUTICPTESPMUSI.

Tocrturannzanmsa B TAY3 «OJIKBb» . OpeHOyp-
ra B utoyie 2019 roma Obla cBsI3aHa C yXyAILIEHUEM
COCTOSIHUST peOeHKa B BMJIE YBEJIMUYEHUS] KPaTHO-
CTH JIMXOPaIoK J0 2 pa3 B Mecsil. [IpoBemeHHBIC
nabopatopHblie ucciaenoBaHusi: OAK — remo-
mobuH — 112 r/a, sputpouutsel — 4,46x10'2/1,
COB — 15 Mm/4, TpoMGoLuTel — 420 % 10°/71, neii-
kouutbl — 12,6 x 10°/n. JleiikouuTtapHasi (op-
myjaa: s03uHOGMIbl — 2%, Jumdbouutel — 54%,
MOHOLIMTBI — 12%, cerMeHTOsIIepHbIE HEHTpODU-
bl — 32%. OOIIEKIMHNYECKUI aHaJIn3 MOYU: CB.
XKeJiTas, Tpo3padHasi, ya. Bec 1025, 6ej10K — oTpU-
aTeJIbHO, JEUKOIMTHI — OTpUIIaTeNIbHO. buoxm-

MUYECKHMI1 aHaJIU3 KPOBU: 001Ut 010K — 66,8 /11,
anpoymuH — 43,05 r/n, MmoueBuHaA — 4,8 MMOJIB/JI,
KpeaTuHUH — 19,5 Mkmonw/n, amar — 14,1 E/n,
acat — 30,2 E/n, menounas ¢pocdarasa — 583,1 E/m,
Kanbuuii — 2,33 Mmoub/i1, docdop — 2,6 MMOJIb/JI,
CBIBOpOTOUHOE Xeyne3o — 10,5 mxmonw/a, JIAI —
402,8 E/n, pepputuH — 29,5 Mxmois/n. ITL P kposu
Ha LIMB — nonoxwurenbHblii. UMMyHOrpamma Heli-
TpoUIBHOIO TUIIA C HEUTpOdUIEe30M, C yBeIUUe-
Huem ypoBHst CJI 20 aumdouutos no0 30%. Konpo-
OUTOrpaMMa: Kalluiieoopa3sHoil (pOpMBbI, TPUIICUH
kana 1:80, meTpuT — 3HAYUTEIbLHOE KOJUYECTBO,
HEWTpaJIbHBIN JXKUP — HE3HAYMTEIbHOE KOJIMUIECTBO,
KUPHBIE KUCIIOTHI — HEOOJIBIIIOEe KOIUIECTBO, pac-
TUTEJIbHAS KJIeTyaTKa eAMHUYHasI, KpaxMasl eAMHNY-
HBIIA, HeliTpoduiasl 2-3 B 11/3p. MHCTpyMeHTaIbHBIE
metoabl uccienoBanus: DKIT — DOC HopMmasbHad,
CUHYCOBBIM put™M 142-115 ya./mMuH., Harpyska Ha
JIEBBIN KeJIylIoueK, HapylIeHbl MPOIEeCChl PEroisi-
pu3alru, OOJbIIIe T10 IIepeaHeit cteHke. [1o nTaHHBIM
Ix0-KI' 1 Y3U BHYTpeHHUX OpraHoOB IaTOJOTUM He
BBIsIBIIEHO. [Tocie mpoBeaeHHOTo 00CIe10BaHUS BbI-
CTaBJICH TMArHO3 «BTOPUYHOE MMMYHOAC(hUIIUTHOE
COCTOSTHME BUpycoaccolurupoBaHHoe — I[IMBU-
uHpexkuus». I[lIpoBomuiaack Tepanusi aHTULIMTO-
METaJJOBUPYCHBIM HHUMYyHoODIoOyanHoM, IFNa-2a.
Ha ¢done mpoBomumoro jnedyeHuss LIMB-Bupemus
KyIMpoBaHa, OJHAKO BOCHAJIWTENIbHBIE aTaKu CO-
XpaHmwiuch. [lo maHHOMY BOIpPOCY HEOTHOKPATHO
NpPOBOAMJIACH TeJeMEAMIIMHCKAsl KOHCYJIbTallusl C
HMML AT'OU um. JI. Porauesa, B pe3yJibTaTe KO-
TOPOII MAIIMEHTY C LICIbI0 KyIMHPOBAHUS MPUCTYyIIA
PEKOMEHIOBAaHO MKCHOJb30BaHUE IIPEIHU30JI0HA
1-1,5 mr/Kr/cyT. B Xome odepenHON KOHCYJIBTAllUU
y pebeHKa ObLI MPEearnoyioxkeH CUMHApoM Mapiuana.
[MaueHTy TPOBOIMIOCH MOJIEKYJISIPHO-TEeHETHUYE-
cKoe oOciemoBaHue (MMMYHOJIOTUYECKasT TaHeb
HMMUWI AT'OU um. JI. PoraueBa 1 moJIHO3K30MHOE
CEeKBEHUPOBAaHME) TI0 pe3yabTaTaM KOTOPOTO, Te¢He-
TUYECKUX Ae(EeKTOB HE BBIABICHO. [Ipu mcmoib3o-
BaHUs MIpeAHU30JI0Ha ¢ 3PDEKTOM B BUIE OBICTPO-
o KyIIMPOBAaHUS SITM3000B JIMXOPAAKN, WHTCPBaIbI
MEKIy IPUCTyIIaMM COKpaTHJIMCh cHavaa 1o 10 cy-
TOK, a BIOCJAEACTBUU A0 5 CyTOK. B CBsI31 ¢ 9TUM pe-
OeHKy ObIJIa peKOMEHIOBaHAa KOHCYIBTAIUS ajliep-
rosora-ummyHosiora B ®I'bY HMUL, ATOU um.
Hmutpusi PoraueBa a1 peleHus Bopoca O Aajlb-
HeWIIell TaKTUKE BeICHUS U JICUCHUS TTallieHTAa.

B okTsa6pe 2020 1. 10 COOCTBEHHOI WHUIIMATH-
Be MaTepu pebeHKa MPOBOIMIOCH 00CeI0BaHEe Ha
6aze «PIIKb» r. Kazanb. [1o pe3yasratam npoBeaeH-
HBIX JIJaOOpaTOPHBIX 00CIeNOBAaHUN B MOMEHT BOC-
MaJuTeIbHON aTaku — JIEHKOUMTO3 10 23 ThIC/MKII,
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TABNULA 1. UIMMYHO®EHOTUMUPOBAHUE TIUM®OLIUTOB NEPUGEPUYECKOMN KPOBM OT 18.06.2021. PEBEHOK C.,

[OATA POXIEHWA - 18.08.2018

TABLE 1. IMMUNOPHENOTYPING OF PERIPHERAL BLOOD LYMPHOCYTES FROM 06/18/2021. CHILD S., DATE OF BIRTH -

18.08.2018
MokasaTenb PesynkraT Ea. nsmep. Hopma
Indicator Result Units of measurement Standard
Newnkouuntbl (WBC) 10%/mn .
White blood cells (WBC) 8,55 108/mL (6,10-11.4)
MpaHynouutbl, % ot WBS o :
Granulocytes, % of WBS 34 % (37-61)
MpaHynouuTbl 106/mn
Granulocytes 2,91 108/mL (1,52-6,06)
MoHouutbl (MON), % ot WBC 6 % (2-7)
Monocytes (MON), % of WBC °
MoHouutbl (MON) 106/mn )
Monocytes (MON) 0,51 108/mL (0,00-0,80)
Numdouutsbl (LYM), % ot WBC o )
Lymphocytes (LYM), % of WBC 60 o (36-64)
NumdrouuTsl (LYM) 106/mn )
Lymphocytes (LYM) 513 109/mL (2,40-5,81)
CD3*CD4*Lym, % oT LYM o
CD3"CD4°Lym, % of LYM 40 % (35-51)
N . 108/mn
CD3*CD4*'Lym 2,06 105/mL (0,90-2,86)
CD3*Lym (T-kneTku), % ot LYM
CD3*Lym (T cells), % of LYM 59,6 % (62-80)
CD3*Lym (T-kneTku) 10¢/mn
CD3*Lym (T cells) 3,06 108/mL (161-4,23)
CD3*CD8*Lym, % ot LYM
CD3*CD8*Lym, % of LYM 16 % (22-38)
+ + 106/mn
CD3*CD8*Lym 0,84 109/mL (0,63-1,91)
CD19*Lym (B-knetku), % ot LYM o )
CD19'Lym (B cells), % of LYM 20,9 Yo (21-28)
CD19*Lym (B-kneTtkwu) 10%/mn }
CD19*Lym (B cells) 1,07 108/mL (0,70-1,30)
CD16*CD56* (NK-knetku), % ot LYM o
CD16'CD56* (NK cells), % of LYM 17.9 Yo (4-23)
CD3*CD16*CD56*Lym (NK-kneTku) 106/mn
CD3"CD16°CD56'Lym (NK cells) 0,92 108/mL (0,096-1,330)
CD56*"NK, % ot NK-knetok 17 o
CD56"""NK, % of NK cells ’ °
+hi 10%/mn
CD56*Ms"NK 0,02 105/mL
CD3/CD16*CD56 (NKT), % ot LYM 5 o (0-10)
CD3/CD16*CD56 (NKT), % of LYM °
CD3*CD16*CD56*'Lym (T-NK-kneTku) 0.1 108/mn
CD3*CD16*CD56*Lym (T-NK cells) ’ 108/mL
CD14*s"CD16-Mon, % ot MON 842 Y
CD14*"""CD16-Mon, % of MON ’ °
+hi ! 108/mn
CD14*ishCD16'Mon 0,43 108/mL
CD14+*"ie"CD16*"s"Mon, % ot MON 74 o
CD14*shCD16*"s"Mon, % of MON ’ °
! ) 10¢/mn
+high +high
CD14+hishCD16*"s"Mon 0,04 108/mL
CD14-CD16*"s"Mon, % ot MON 73 o
CD14-CD16*"9"Mon, % of MON ’ °
. 108/mn
- +high
CD14-CD16*"s"Mon 0,04 109/mL
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noseienre COD no 38 mMm/4, C-peaKTUBHOTO OeJI-
Ka 12 mr/n. Ilo maHHBIM MHEJIOTpaMMBI: ITyYHKTAT
KOCTHOI'O MO3ra CpeIHEKJIIETOYHBIN, IoJIMMOpdh-
HBII, MErakapuoIUThl B JOCTATOYHOM KOJMYECTBE.
NmvmyHornoOynuHbl ceiBopoTku: IgA — 1,18 1/
(0,36-1,65), IgG — 12,8 r/n (3,5-1,8), IgM — 1,03 /71
(0,72-1,6). C3-komrutemeHT — 12,20 mr/mn (90-180),
C4-xomruremenT — 28,0 mr/mi (10-40). AT x pocdo-
gunugam He oOHapyxeHbl. TTLP kposu: ITHK Bu-
pyca nipoctoro repreca (BIIT') 1,2 He oOHapyKeHa,
BIIT 6-ro tuma obHapyxeHbl, LIMBH He oGHapy-
KkeHa, BOb He oOHapyxXeHa. Bella pekoMeHIOBaHa:
KOHCYJIBTalusl ajuieprosora-ummyHosora B @I'BY
HMMUWI AI'ON um. Imutpust Porauesa.

17.06.21 1. peGeHOK rOCTTUTAIM3UPOBAH B OTIEIe-
Hue nmmyHosiorun ®I'bY HMUL AT'OU um. Imn-
Tpusi PoraueBa njaiaHoBO C 1IEJIbIO TOTOJHUTEIbHOTO
oOcienoBaHus, BepudUKalMU AUarHo3a U BbIOOpa
TabHEeUIet TakTuKy BeneHus. [1pu moctyrieHnn,
maccaTena — 13,5 kr, poct—94cm, T — 36,7 °C, Al —
90/50 MM pt. cT., YCC — 99 yn./mMuH., carypauus O,
99%, Y/l 26 B MuH. B comatnueckom craryce 6e3
oTksioHeHU. [lo pesynbraraM 1abOpaTOPHBIX Me-
TOIOB UCCJIEA0BAHMST: OMOXUMUYECKUI aHaINU3 KPO-
BU — o0mmuit 6eok 70,5 r/71, MoueBMUHA 3,5 MMOJTb/J,
AJIT 10 en/n, ACT 25,1 en/n, JIAI' 227 en/n, Kpe-
atuHuH 41,4 MKMOJb/J, TMokKo3a 5,12 MMOJb/J,
C-peaktuBHBIN Oenok — 0,7 Mr/a, KOHIIEHTpa-
must 1L-6 menee 1,5 nr/min (HUXe OETEKTUPYEMOIO
ypoBHs). B remorpaMme matosioruu He BBISIBJICHO.
Koarynorpamma: dpudpunoren — 2,53 r/n, AHTB —
30,2 ¢, MHO 1.1, TIB 12,5 ¢, nporpomM0uH o KBu-
Ky — 84%. Ilo pe3yjbrataM KOHTPOJbHOIO UMMYHO-
deHoTUNUpPOBaHUS JTUM@POLIUTOB MepudepudecKoi
kpoBu oT 18.06.2021 (taba. 1), UMMyHOGEHOTH-
nupoBaHus JTUM@OUUTOB T-KIeTouHasl ITaHeIb OT
18.06.2021, mMMyHOMEHOTUITUPOBAHUST JTUMPOLIM -
ToB B-KJteTounHast maHe b oT 18.06.2021 — 3HAYNMMBIX
OTKJIOHEHUU He oOHapyxkeHo. MMMYyHOrI00YyIrHBI
CBIBOPOTKHM B TIpeaeax BO3pacTHBIX HOpM. Hop-
MaJibHbl€ 3HAUCHMUS J1JaOOPATOPHBIX TECTOB OOBSICHSI -
IOTCSI TEYEHUEM MEXITPUCTYITHOTO MEPUO/Ia Y TTaliu-
eHTa.

ITo pesynbraTy obGcienoBaHUsI, TPOBEIEHHOIO B
®dI'bY HMUL AT'OU uim. [Imutpus PoraueBa, 06T
BBICTaBJICH AUATHO3 «IIEPBUIHOEC UMMYHOICHUIINT-
HOE€ COCTOSIHME — ayTOBOCIAJIUTEIbHBIN CUHIPOM,
HenuddepeHIMPOBAHHBI».

B pamMkax HOCTIKEHMST M TIOIJIEpXXKaHUsI PEMUC-
CUM OCHOBHOTO 3a00JIeBaHUS, MAIIUCHTY B CTAIlMO-
Hape MHULMHUPOBaHa Tepanusi F’eHHO-UHXEHEPHbBIM
OMOJIOTUYECKUM TIpeTiapaToM, CEJICKTUBHBIM KOH-

KypeHTHbIM nHruoutopom TNFo — sTaHepuenToMm
B mo3e 0,8 MI/KT/cyT (4TO B HACTOSIIIIAIT MOMEHT CO-
craiisieT 10 mr) 1 pa3 B Henemo. 23.06.2021 naimeH-
Ty OBLIIO TPOU3BEIEHO TIEpPBOE BBEACHUE Mpenapara.
BBeneHmne manMeHT mepeHec YIOBJICTBOPUTEIBHO,
pPa3BUTHST HeXXeJaTeJIbHBIX MOOOYHBIX 3((HEKTOB He
oTMevasiochk. Ha doHe mmpoBoanmMOToO JeUeHUus — y
pebeHKa He HaOJraal0Ch Pa3BUTUSI BOCHAIUTEIb-
HOTO MPHUCTYIIa B TpeAriojiaraeMble CpOKM (OKMIa-
eMblii cpok Haudayma npuctyra 24.06.2021). Takum
o0pa3oM, KOHCTaTupoBaHa 3(hPEKTUBHOCTh MPOBO-
IMMOWU Teparvu.

PebeHOK B CTaOMIBHOM COCTOSTHUM OBLIT BBITIM-
caH u3 otaenaeHus uMmmyHojiorun ®I'bY HMMUILL
ATON um. Imutpus PoradeBa s manbHEMIIETO
HaOIoAeHUs TI0 MecTy kuTenbcTBa. [Ipu BbITTHCKe
OBLTM AaHbI CleNylollre peKOMeHIalluu: Haboae-
HUE TiearaTpa, UMMYHOJIOTa, HEBPOJOra Mo MECTY
KuTteabcTBa. OraHepuent 0,8 mr/kr 1 pa3 B Henesto
(¥TO B HACTOSIIINI MOMEHT cocTaBisieT 10 mr 1 pa3 B
HeJIeJIo; Jajee — KOPPEKIUs B COOTBETCTBUM C U3-
MEHSTIOIIMMUCST MacCO-POCTOBBIMU TTOKA3aTEJISIMU)
UTMTEJIBHO NIO CICAYIOLICH TOCIIMTAIM3aNN, KOTO-
pas HazHauveHa Ha 22.02.2022 r. KoHTpoJb 00111ero
aHanu3sa Kposu (dhopmyna u COD), OMOXUMUUECKO-
ro anHaimsa kposu (AJIT, ACT, ounupyOuH OOILLIMIA,
npsimoit, kpeaTuHuH, moueBuHa, JIJAI, CPb) — B
MOMEHT Pa3BUTHUS BOCITAIMTEIbHOU aTtaku. [1poBe-
JIeHWe BaKUMWHAaLMi He TpoTuBorokazaHo. [Tpoba
MaHTy moka3aHa exeroiHo.

ObcyxaeHve

B maHHOM KIMHWYECKOM CJIydae IUArHO3 «IIep-
BUYHOE UMMYHOJE(MUIIMTHOE COCTOSIHUE — ayTOBO-
CHAJIMTENIbHBIA CUHAPOM, HeauddepeHIIMpoBaH-
HBII» OBUT BBICTABJICH Ha OCHOBE JaHHBIC aHAMHe3a
(mepuoanyecKue JIUXOpaaKu ¢ paHHEro Bo3pacTta, He
CBsI3aHHbIE C UH(EKIMOHHBIMU 3MU30[IaMU, TIJIOXO
Kyrupyembie IpuMmeHeHrneM HIIBC), pesynbraTtoB
paHee MPOBEAECHHOIo oOcjemoBaHUs (JeHKOLUTO3,
noseieHne COD, CPb B MOMEHT BOCITaIUTEILHO-
ro IMPUCTyNa U HopMaJbHbIE JJAOOpAaTOPHBIC TaHHBIC
MeXay aTakaMu) v jiedeHus (oTBeT Ha Tepanuio ['KC
CO CMeIIeHUEM MHTEPBAJIOB MEXIY IIPUCTYIIaMI), a
TakKe OTCYTCTBUS IeMEKTOB MPU MPOBEACHUU MO-
JIEKYJISIPHO-TEHETUYECKUX UCCIIEOBAHUIMA.

BeposiTHO, OaHHBIM KIMHUYECKUI ciaydail He-
nuddepeHIIMPOBAHHOIO ayTOBOCIAATEIbHOIO CUH-
JIpoMa CBsI3aH ¢ 00CIeqoBaHUEM peOeHKA Ha CTaauu
¢dopMUpOBaHNUS MATOJOTUYECKOTO Mpollecca, Korma
Y HEro elle HeT MoJTHOTO Habopa MPU3HAKOB, Xapak-
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TEPHLIX IJId TOro MM MHOI0O CMHAIpPpOMA, 4YTO HE I10- VYuurtsiBast OTCYTCTBUC y IMallMCHTA aHAMHCCTU-
3BOJIACT €TI0 IIpaBUJIBHO paCIIO3HATb. B cBg3u ¢ 3TMM  YyecKUX JaHHBIX B I10JIb3Yy Pa3BUTUA Q)OHHHKYJIHPHOI\/)I
OoJIbIION MHTEPEC NMPEACTABIACT JaJbHEMIass 3BO- AHTUHBI, a(bTOBHOFO CTOMAaTUTa Ha (I)OHC SIIN3040B
JIIOLA 3a6OJ'IEBaHI/I$I, ITIOABJICHHMEC HOBBIX CUMIITOMOB (1)€6pl/IJ'[I/ITCTa, HaJIM4YMC y MallMeHTa CUHIPpOMa Map—
1 BEPOATHOCTDb BepI/Iq)I/IKaL[I/IH AuarHosa [6] . 1ajia nmpeacTaBIAC€TCAd COMHUTC/IbHBIM.
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