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Pestome

C cepeaymn 1970-x 1T. I'1€6 Bopucosira ®ejocees nrpaa KAIOUEBYIO POAb B PasBUTUN aAAePrOAOTIIECcKON 1 MMMYHOAOTMYECKON CAY>KOBI
Aermnrpaa— Cankr-IlerepOypra, yaesist 0coboe BHUMaHIIE AVIaTHOCTVIKE Vi Ae4eHIIO BPOSKAeHHBIX AepextoB ummMyHutera (BAV), a Tacke o0ydeHo
Bpaueil pa3andHoro rpoduas. BpoxkaeHHsle AedeKTsl UMMyHHUTETa IIPEACTaBAAIOT COOON TeTepOreHHYIO TPYIIIly I'eHeTIecKux 3ab0eBaHuii,
COITPOBOXKAAIOIIVIXCS BBICOKON BOCITPMIMYMBOCTBIO K MH(EKINAM, ayTOMMMYHHBIMY, ayTOBOCIIAANTEABHBIMI U AMQOIpoardepaTHBHBIMIA
rpossaeHusMIL. HecMOTpst Ha 1IX pe AKOCTE B OTA@ABHBIX HO30A0TIIecKnX popmax, CyMMapHast pacpocTpaneHHOCTs BAV commocrasimMa ¢ gpyriv
opdanHbIMI 3a004€BaHISIMI, TIPY STOM peabHasl YaCTOTa BEPOSITHO BBIIIIE U3-3a IMIIOANArHOCTUKY Y KAMHIYECKOTO IT0ANMOpdU3Ma.

CospemenHoe niornmanrie BAV cMecTiA0Ch OT TperMYIIeCTBEeHHBIX TYMOPAABHBIX AepeKTOB K HApyIIeHVIM MMMYHHOI PEery ATV, CBA3aHHBIM
C AMCQYHKIEN CUTHAABHBIX ITyTel, PEeryAsSTOPHBIX T-KAETOK, allonTos3a M MeXaHM3MOB TOAEPAHTHOCTH. DTO 0DyCAOBAMBAeT pa3HOOOpasue
KAMHMYECKNX PEeHOTUIIOB 1 YCAOXKHSET PaHHIOIO AMArHOCTUKY. BeAyiiee sHaueHne IproOpeTaloT KOMILIEKCHBIE AVIarHOCTUYECKIe aATOPUTMBbI
C NCHOAB30BaHMEM MOAEKYASPHO-TEHETHYeCKX U (YHKIMOHAABHBIX JIMMYHOJAOITYECKIX MeTOAOB, BKAIOYas BBICOKOIIPOM3BOAUTEABHOE
CeKBEHMPOBaHIIE 1 aHAAM3 MIMMYHHBIX perrepTyapoB.

Aeyenne BAV BkalOuaeT 3aMecTUTEABHYIO TepaIlMIO MMMYHOIA00yAMHAMM, TPaHCILAAQHTAIIMIO IeMOITOSTIIECKMX CTBOAOBBIX KAETOK U
IpUMeHeHIe TapTeTHRIX ITpellapaToB, HallpaBAeHHbIX Ha KOPPEKIMIO KOHKPETHBIX IaTOTeHeTUYeCKIX MeXaH3MOB.

B Cankr-TlerepGypre Ha 6asze HV smmaemmosormy n muxpoduoaoryy nmenn Ilacrepa GpyHKIMOHMpYeT CIeIaAn3pOBaHHbIA 1IEHTp,
oDecrieunBaroIIIi AVaTHOCTYIKY, AedeHue, AVICIIaHCcepHOe HabAI0AeHNe, BeeHle pervcTpa IaliieHToB 1 0Opa3oBaTeAbHyIO JesTeAbHOCTD. PaspuTue
|PeTCTPOB, TEXHOAOTI Y MEXK AVICLIATIAMHAPHOTO COTPYAHITYECTBA CO34aeT OCHOBY AAS AAABHEIIIeTO COBePIIeHCTBOBA YL TOMOIIIH HareHTaM ¢ BAVL

Karouesbre caosa: spoxderitole depernol ummyrumema (BAM), ummyras ducpezyrsivyus, npomouHas UumomMempus, MOACKYASpPHO-2eHemuueckas
JuazHocmuka
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Summary

Since the mid-1970s, Gleb Borisovich Fedoseev has played a key role in the development of allergy and immunology services in Leningrad-Saint
Petersburg, with a particular focus on the diagnosis and treatment of inborn errors of immunity (IEI), as well as on the training of physicians of various
specialties. Inborn errors of immunity represent a heterogeneous group of genetic diseases associated with increased susceptibility to infections, as well
as autoimmune, autoinflammatory, and lymphoproliferative manifestations. Despite their rarity as individual nosological entities, the overall prevalence
of IEI is comparable to that of other orphan diseases, while the real frequency is likely higher due to underdiagnosis and clinical polymorphism.

The modern understanding of IEI has shifted from predominantly humoral defects to disorders of immune regulation associated with dysfunction
of signaling pathways, regulatory T cells, apoptosis, and tolerance mechanisms. This results in a wide spectrum of clinical phenotypes and complicates
early diagnosis. Comprehensive diagnostic algorithms using molecular genetic and functional immunological methods, including high-throughput
sequencing and immune repertoire analysis, are therefore of paramount importance.

Treatment of IEI includes immunoglobulin replacement therapy, hematopoietic stem cell transplantation, and the use of targeted drugs aimed at
correcting specific pathogenetic mechanisms.

In Saint Petersburg, a specialized center has been established at the Saint-Petersburg Pasteur Institute, providing diagnostics, treatment, long-term
follow-up, maintenance of patient registry, and educational activities. The development of registries, technologies, and interdisciplinary cooperation
forms the basis for further improvement of care for patients with IEIL.
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BposkaeHHsbIe 4epeKTh UMMYHUTETa Y OPTaHU3aIIns
meauiuHckoit nomoru B Cankt-IletepGypre
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Uaen-koppecrongent PAH, sacaykeHHBINI aesi-
Teab Hayku PCOCP, 40KkTOp MeAUITMHCKIX HayK, TIPO-
Peccop I'1e6 Bopmcosnu Pesocees ¢ cepeannsr 1970-x
IT. PyKOBOAMA aA4epPToA0IMIecKoii cAy>K001i roposa
/lenunrpaga, sgaaee — Cankr-Iletepbypra. C Hauasa
XXI-ro B. ¢ MOMeHTa 00begUHeHNsT alAeproaorude-
CKOJ1 ¥ IMMYHOAO0TIYeCKOoi1 cAy>k051 I'2e0 bopucosuy
yAeasa ocoOoe BHUMaHMe Ipo0.aeMe AMarHOCTUKA 1
AedeHNs ITepBUIHBIX MMMYHOAe(PUIINTOB 1 BCECTO-
poHHeMy 00pa3oBaHMIO Bpayell IIepBUMYHOTO 35eHa I
Bpaueli-CIIelaAlCTOB 110 BOIIpOcaM MMMYyHoAed-
LIMTHBIX COCTOSTHUIA.

Bpoxxaennsie gedpexter ummynurera (BAV, pa-
Hee ITepBIYHbIe MMMYHOAe(PUIINTH) IPeACTaBAsSIOT
CO0O0J1 TeTepOTeHHYIO IPYIILy reHeTMYecKIX 3a0oae-
BaHUI UMMYHHOI CHICTeMBI Ye10BeKa, XapaKTepusy-
IOIVIXCSI BBICOKOI BOCIIPUMMYMBOCTBIO K MH(EKITI-
SIM, CKAOHHOCTBIO K ayTOMMMYHHBIM HapyILIeHUM,
alAepTUYecKuM, ayTOBOCIIaAUTEeABHBIM CHHAPO-
MaM, MaAUTHU3a UMY ¥ MMMYHHO AMCPery AL,
HecMmoTpst Ha OTHOCUTEABHYIO Pe4KOCTh KaKAO0ii
OTAEABHOV HO30A0TM4YeCKOil (OPMBI, COBOKYII-
Has pacIpOCTPaHEHHOCTh BPOXKAEHHBIX Ae(eKTOoB
MMMYHHTEeTa COIIOCTaBMMa MAU Aa’ke IIpeBLIIIaeT
9acTOTy MHOTUX APYIUX peAKnX (opdpaHHBIX) 3a60-
AepaHuil. I1o gaHHBIM MeXAyHapOAHBIX PeTUCTPOB,
OXHMgaeMmas MHUHMMaAbHas pacIpOCTpaHeHHOCTh
BAW cocrasasietr He meHee 1:10 000 — 1:20 000 Hace-
AeHUs, 0AHAKO, 10 MHEHHIO OOABIINHCTBA DKCIep-
TOB, peaabHas YacTOTa CyIeCTBeHHO BhIIIe B CBA3N
C I'MIOAMATHOCTUKOM, MATKMMM ¥ aTUIIMYHBIMU
popmamu TeueHMs, a TaKKe OTCYTCTBMEM HacTO-
PO>KeHHOCTHU Bpadell Pa3AMYHBIX CIIel]laAbHOCTell
[1]. B Poccniickoi Pegepanuu spisasasgsemocts BAN
OCTaeTcs HEOAHOPOAHOI U1 BO MHOTOM 3aBUCUT OT
pernoHa, A0CTYIIHOCTH CIIeIMaAN3MPOBAHHBIX M-
MYHOAOIMYeCKMX IIeHTPOB I IeHeTUYecKoil Auar-
HOCTUKU [2, 3].

OaHoI1 13 KA104eBHIX TpoOaeM B o6aactu BAN
OocTaeTcs MO34HAA AMAarHOCTMKA. Y 3HAYUTEAb-
HOIJI YaCTH IallMeHTOB AMarHO3 yCTaHaBAMBaeTCs
CIIyCTs TOABI ITOCAe MaHuQecTal M IePBBIX KAU-
HUYEeCKMX CMMITOMOB, HEpeAKO M B IOXUAOM
BOo3pacTe. DTa 3ajep>kKKa 3HAaUUTeAbHO yXyAlllaeT
IIPOTHO3 3a004eBaHN s, IOCKOABKY XpOHIYeCcKle
nHQPEKI UM, ayTOUMMYHHBIE I BOCIIAaAMTeAbHbIE
IIpolLecCh MNPUBOAAT K IHPOrpeccupyionieMmy
IOpa’keHUI0 OpPraHoOB U TKaHel, ¢popMuposa-
HIIO OPOHXO9KTa30B, XPOHUYECKMX CMHYCUTOB,
rermaTocideHoMeralAmuu, MHTEPCTUIIMAABHOIO
nopakeHus Aerkux, AamMmponpoandepaTns-
HBIX M OHKOAOTMYeCcKUX 3aboaeBaHmMii. B page
caydaes 3aboaeBaHMe MaHM]ECTUPYET HE MH-
(peXIIMOHHBIM CUHAPOMOM, a TSKEeABIMU ayTo-
MMMYHHBIMU IUTOIEHUAMHU, BOCIIaAUTeABHBIM U
3a0o0aeBaHMAMM KMIIEYHMKA, BACKYAUTaMM UAU
310KauyeCcTBeHHBIMU AuM@orpoandepanusaimMu,
YTO CyL]eCTBeHHO OCAOKHIEeT PaHHIOIO KAMHN-
YeCcKyIo AMarHOCTUKY.

CospemenHoe mpeactasaeHne o BAV cymiectsen-
HO pacIIMpKAOCh 3a IIocAeAHMe AecATuAeTns. Ecan
paHee B pOKyCe HAXOAMAVCH IIPENMYIIIECTBEHHO Je-
¢exTr rymMmoOpaapHOro MMMyHHUTETa [4, 5], Takue Kax
X-cuenaeHHas aramMmara00yanHeMus 1 obIas Ba-
puabeapHas UMMyHHas1 HegoctaTousocTs (CVID), To
cerogus 004bpIas 4acTh HO30A0T M OTHOCKUTCS K Ha-
PYLIEHNAM peryAsLyy MMMYHHOTO oTBeTa. JedeKTh
CUTHAABHBIX ITyTell, peryAsIjUN allonTo3a, PyHKIIUN
peryasTopHbix T-KAeTOK, MeXaHI3MOB TOAePaHTHOCTI
U MHTepepPOHOBOIO OTBETa AeXKaT B OCHOBE MHOTHX
KAVMHUYIECKM TTOANMOPQHBIX COCTOSHU, TPOSBAIO-
IIVIXCS @y TOMMMYHIUTETOM, XPOHIYECKIIM BOCIIaeHH-
eM 1 aumornpoandepanueit. Takum obpasom, BAV
caeAyeT paccMaTpuBaTh HE TOABKO KakK MH(EKINH,
CBs3aHHble C MMMYHHOI HeJO0CTaTOYHOCTBIO, HO U
Kak 3a004eBaHNsI MMMYHHOM AVICPeryAsIuM, OXBa-
ThIBaIONINe MUPOKUII ciekTp ¢peHoTHIoB. CoraacHo
aKTyaAbHOI Kaaccudukauun BAV, npeaaoskeHHoI
International Union of Immunological Societies, BbI-
aeasior 508 pasamunbix reHermyeckux ¢popm u 17
(Jenoxonmit, pazaeaeHnsle Ha 10 rpyII BpO>KA€HHBIX
AedexToB nMmyHnTeTA [6]:

KOMOVMHIPOBaHHBIE MMMYHOAePUIINTE C Hapy-
IIIeHIeM KAeTOYHOTIO ¥ [yMOPaAbHOTO MMMYHNTETa;

KOMOVHMpPOBaHHbIE IMMYHOAe(PUIIUTHI C CUHAPO-
MaAbHON ITaTOAOTUEN;

I c nmpeuMyIiecTBeHHBIM HapylleHleM IIpo-
AYKLMY aHTUTeA;

MMMYHHas AVICPeTy AL,

AedeKTsl uncaa, KoandecTsa 1 (pyHKIY paroluTos;

AedexTsl BpOKAeHHOTO UMMYHUTeTa;

ayToBoOCIlaAnTeAbHbIe 3a00.1€BaHMs;

AedexTsl crcTeMbl KOMIIA€MeHTa;

CUHAPOMBI He40CTaTOYHOCT) KOCTHOTO MO3TIa;

¢enoxonum I[MTNA.

Kaaccnyeckumny kanHmndeckumu Mapkepamu BAI
SIBASIOTCS TaK HasbIBaeMble «10 HacTOpa’kMBarOIIIX
IIPM3HAKOB» [7], 04HAaKO UX YYBCTBUTEALHOCTD U CIIe-
IMPUIHOCTS ABAAIOTCS OTPaHNYEHHBIMY, OCOOEHHO Y
B3pOCABIX MaIeHToB [8, 9]. B ®T011 cBA3M Bce OoabIIIee
3HaueHIe NPpUOOpeTaroT paciIipeHHbIe aATOPUTMBI
AVaTHOCTUKM, OCHOBaHHbIe Ha KOMILAEKCHOI! OlleHKe
KAMHUYECKNX, 4a00paTOPHBIX U IeHeTU4ecKMX JaH-
HbIX. [ IprMeHeHNe BLICOKOIIpOM3BOAUTEABHBIX METO-
AOB CeKBeHMPOBaHILS IT03B0AsIeT MAEHTUPUIIPOBATh
MyTalMM B M3BECTHLIX M HOBBIX I'eHaX, OTBeTCTBEHHBIX
3a passutue BAV, a Tak>Ke BBIABAATL BApMAHTEI C He-
IIOAHOJ IeHeTPaHTHOCTLIO MAM BapyuadeAbHOI DKC-
IIPeCCUBHOCTBIO. DTO OCODEHHO Ba’kHO B yCAOBUAX
ITIOCTeIIeHHOTO CMeIlleHMsI aKlleHTa C KAacCUYeCcKMX
TsKeAbIX POPM UMMYHOAePUITUTOB B CTOPOHY MT-
KIX, aTUIIMYHBIX U IT034HO MaHUQeCTUPYIOMNX Ba-
pMaHTOB.

Tepanmnsa BAV HocuT KOMITA€KCHBIN 1 IIepCOHAAN-
3MPOBaHHBIN XapakTep. OCHOBY Ae4eHMNs 445 MHOTMX
HalVEeHTOB ¢ JepeKTaMM IPOAYKIIUU aHTUTeA COCTaB-
AsIeT 3aMecCTHUTeAbHas Tepalls IperapaTaMy UMMY-
HOTA00YAMHOB 451 BHy TPMBEHHOIO 1AM IT0AKOKHOIO
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Beegenus [10]. PeryaspHoe BBegeHMe MMMYHOTA00Y-
AVHOB 3HaYMTEALHO CHI>KaeT YacTOTy U TAXKEeCTDb MH-
ex1nit, yaydiraeT Ka4ecTBO >KM3HM M YMeHbIIIaeT
puck QOpPMMPOBaHUA XPOHUYECKUX OCAOKHEHUIL.
AAs alleHTOB ¢ KOMOMHMPOBAHHBIMM MMMYHO/e-
uINTaMU TAXKEAOTO TeUYEeHNUs B psige cAydaeB IIOKa-
3aHa TpaHCILAaHTal[VsI TeMOIIODTUYECKIX CTBOAOBBIX
KA€TOK, KOTOpas MOKeT IIPUBEeCTU K II0AHOMY UAK
JaCTUYHOMY BOCCTaHOBAEHIIO MMMYHHOI (PYHKIUA.

B mocaeanmne roanr Bce 604ee MUpPOKOe pacipo-
CTpaHeHMe [10Ay4alOT TapreTHEIe IIperapaTsl, Harlpas-
A€HHBIe Ha KOPPeKUMIO KOHKPeTHBIX HapyIIeHHBIX
curHaApHbIX mytei. Hanpumep, unrnduropsr JAK/
STAT-curHaAbHOTO IyTHU MCIIOAB3YIOTCS IPU UHTEP-
(epoHOIaTUAX M HEKOTOPBHIX dopMax MMMYHHOI
aucperyaaiyu, naruomntopsl PI3Kd — npu cungpo-
MaxX, 00ycA0BAeHHBIX IUIepakTuBHOCTHIO PI3K-cur-
HaauHra (APDS). Takxe mpuMeHseTcs Tepanus Mo-
HOKAOHA/ABHBIMHU aHTUTeAaMU (pUTyKcumad u Ap.)
IIpY ayTOMMMYHHBIX ¥ AMMQOIpoandepaTUBHBIX
ocaoxHeHnsx [11, 12]. IloaoOHbIN MHAUBUAYAAUIN-
PpOBaHHLIN 104X0/, 3HaMeHyeT IepeXxod, OT CUMIITO-
MaTMYeCKOTo K IlaTOreHeTH4ecKy OOOCHOBaHHOMY
Aeuenunio BAN.

OTaeAbHOTO BHUMaHHUs 3acAy>KMBaeT pPOAb Me-
TOA0B (YHKIIMOHAABHOM ¥ MOAEKYASPHOM UMMY-
HO/AOTUI B OIleHKe MMMYHHOTO cTaTyca HalllieHTOB.
IToMuMoO cTaHjapTHEIX IIOKa3aTeAelt, B IIpakTUKe Bce
JaIe MCIO0Ab3YIOTC aHaau3 pernepryapa T u B-kae-
TOYHBIX PeIlelITOPOB, M3ydeHNe DKCIIPeccuu IeHOB
MMMYHHOTO OTBeTa, OlleHKa IPOAYyKLINM HUTOKIHOB
11 XeMOKIHOB. DTI MEeTOAbI IT03BOASIOT O0.1ee TA1yOoKO
ITOHATL MeXaHI3MBI Pa3BUTHS 3a004€BaHsI, BEIIBUTD
OroMapxepsl aKTHBHOCTM ¥ IIPOTHO3MPOBATL OTBET
Ha TepaIuio.

IlepcrieKTMBHBIM HaIlpaBAeHIEM B MICCAeAOBaHNUI
BAW aBAsieTcss npuMeHeHNe TPaHCKPUIITOMHOTO aHa-
AM3a Ha YPOBHE OTAeABHBIX KAeTOK (single-cell RNA
sequencing, scRNA-seq). JaHHBII TOAX04 TIpejo-
CTaBAseT YHUKAaABbHYIO BO3MOXKHOCTb U3ydaTh TreTe-
POTeHHOCTh MMMYHHBIX KAETOK, BBISIBASTL pejKiue
cybronyasnym u ux QyHKI[MOHAABHBIE COCTOSHI,
aHaAM3MPOBATh aKTUMBHOCTh CUTHAABHBIX ITyTell B Ka-
K011 OTAeABHO B3sTOM KaeTKe. B kouTekcre BAV oTO
0COOEeHHO Ba’kHO, ITIOCKOABKY Ja’ke He3HaulTeAbHbIe
nsMeHeHN: B AV pepeHIpoBKe, aKTVBaIIUI VAU pe-
IyASLIMY MMMYHHBIX KA€TOK MOTYT MeTh KAIOueBoe
3HaJeHIe B IIaToreHese 3aboaepannsl. Vlcroab3osanne
scRNA-seq MO>KeT CIT0COOCTBOBATH OTKPBITHIO HOBBIX
IaTOreHeTMYeCcKMX MeXaHM3MOB, BLISABASHNIO MUIIIe-
Hell 445 TapreTHO Tepanuu U paspabOTKe HOBBIX
AVarHOCTUYECKMX KpUTepues.

Taxum 0bpaszoM, BpoKieHHbIe 4eeKTh UMMYHH-
TeTa IIpeACTaBAAIOT COOOI He TOABKO KAMHIYECKY, HO
11 011010TMYeCKY Ype3BhIYaifHO CA0KHYIO U pas3HoIlLAa-
HOBYIO IpyIITy 3a004eBaHmii. VIX n3ydeHne HaxoauTcs
Ha CThIKe KAMHIYECKON UMMYHOAOTUN, MOAEKYASIp-
HOJI TeHeTUKM, TeHOMMKM ¥ CHCTeMHOI OMOAO0TUM.
dopMupoBaHe HalllIOHAABHBIX PeTUCTPOB, pa3BUTHe

aAabopaTopHoit 0a3pl, BHeApeHHe BBICOKOTEXHO.0-
TMYHBIX METOAOB AMAarHOCTMKIU M IepPCOHaAU3UPO-
BaHHOI Tepanuu ABASIOTC KAIOUYeBBIMU YCAOBUAMU
AAsl yAyYIIeHMsl KauyecTBa AMarHOCTUKM M BeJeHIs
nanuenTos ¢ BAVI B Poccniickoir Peaepanyim.

Caukr-IletepOypr Ha TPOTSKeHUM MHOTUX A€T sIB-
A5€TCsl OAHUM U3 AuAepos B Poccniickoir Peaepariym
10 AMArHOCTMKe, Ae4eHMIO U HabAI0AeHMIO IallyieH-
ToB ¢ BAV, uTo 06yCcA0BA€HO PYHKIIMOHMPOBAHNEM
CHel a3 POBaHHEIX LIEHTPOB C My AbTUAVICLIATLAN-
HapHBIMI KOMaHAaMH CIIeI[MaACTOB I BHeApeHueM
COBpeMEeHHBIX AMarHOCTUYeCKIX TeXHOAOTUIA.

Ha 6aze ®bYH HIMI snmaeMnoaoruy 1 MUKpO-
6uoaorun numennu Ilacrepa pynkumonupyer Llentp
AVarHOCTUKM ¥ A€YeHMsI IallIeHTOB C BPOXKJEeHHBDI-
MM HapyLIeHMSIMU UMMYHHTeTa, 001ajalommuii coB-
peMeHHOIl MaTepuaAbHO-TeXHIYECKON 0a30ll, BbI-
COKOKBaAU(MUIIMPOBAaHHBIMI KajpaMM ¥ Hay4HBIM
norennaioMm. OCHOBHBIE 3a4auM IJeHTpa:

- opraHmu3alMsl OKasaHMUs CIelMaAu3UpOBaHHON!
MeAUIIMHCKO IToMomy nanuentam ¢ BAV — npose-
AeHue o0cAes0BaHNs, Ae4eHNs U AMCIIaHCepU3ali iy
MaljMeHTOB Ha YpPOBHE COBPEMEeHHBIX JOCTV>KeHUII
MeAUITMHCKONM HayKM U IIPaKTUKIA;

- paspaboTKa 1 BHeApeHle MeTOA0B CBOeBpeMeH-
HOW AMArHOCTUKU u AedeHust BAU;

- aHaAM3 PacIpPOCTPaHEeHHOCTU BPOXKAEHHBIX Ha-
pyleHnit ”MMyHuTeTa Ha Tepputopun r. Cankr-Ile-
TepOypra u C300;

- OIleHKa KayecTsa 11 o0beMa MMMYHOA0IM4YecKot
oMo rarueHtaM ¢ BAlV Ha teppuropun r. CaHKT-
[Tetepbypra nu C3PO u paspaboTka MepOTpUATUIL
IO ee yAy4IlleHUIO;

- popmuposaHne perucrpa nanuentos ¢ BAV;

- popMumpoOBaHUe eXeToAHOI 3asBKI Ha AbTOTHOE
AeKapcTBeHHOe obecrieyeHne naiueHTos ¢ BAV;

- BBIIIMCKA peLlelTOB B paMKaX AbIOTHOTO AeKapCT-
BeHHOTO oDecrieveHns rpakAad r. Cankr-IletepOypra;

- IpoBeJeHNe 3aMecTUTeALHON I IaToreHeTuyde-
CKOM1 Tepannu nanuenrtam c BAI;

- OKazaHMe KOHCYyAbTaTMBHOI IIOMOIIM BpadaMm
APYTUX CIlelaAbHOCTell IO BOIIpOCaM AMarHOCTHU-
K11, A€9eHVsl ¥ TPpOPUAaKTUKI UMMYHOAePUIINTHBIX
COCTOSITHUI;

- IpoBeeHIe O0yJaloIIuX IIpOrpaMM 1 OpTaHu3a-
1us paboOTHI IITKOA AAsI TTarieHTos ¢ BAVI.

AucnaHcepHoe HabAIOAeHNe HalIeHTOB OCYIIIeCTB-
aserca B MeaununckoMm nentpe ®bYH HIUN snin-
Aemmoaorumu u Mukpoomoaorun mmenu Ilacrepa,
KOTOPBIN BBITIIOAHsET (PYHKIIUM HKCIIEPTHOTO yUpe-
JKA@HUs 110 AMarHOCTUKe, MOHUTOPUHIY U A€4eHIIO
BAV. Kpome KOHCyAbTaTMBHOTO IHpueMa Halj/ieH-
TaM IIPOBOAMTCS paclIipeHHOe MMMYHOAOTHYeCKoe
oOcaejoBaHlMe, BKAIOYalollee KOAMYECTBEHHYIO U
(peHOTUIIMIECKYIO OIIeHKY CyOIOIyAsuii AuMdQo-
LNTOB METOAOM HPOTOYHON IUTOPAYOPUMETPUH,
uccieoBaHNe YPOBHell UMMYHOI100yAMHOB OCHOB-
HBIX KAaCCOB I II04KAaccoB, PYHKIIMOHAABHBIE TECTHI
¢aronmTo3a 1 aKTUBaLIMM KOMILAeMeHTa.
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TIpHeM amteproiora-
HMMyHosora B MIT
HnctaTyTa ITactepa

Vupexnerne — Bpad. Jlnarso3
TIM1? HampasrieHHe K
ameproyory-umMMyHomory MIT
HuctaTyTa ITactepa

\

'VCTaHOBICHHBIH

nuarsos ITH]T
Juarso3 [TH]] HCKITIOYeH
VcTaHOB/IeHHE GOPMBI
TIH]. HabmoneHHe JuHamudecKoe TocnHTaTH3aIHA B
alIepronora-IMMyHolora || HaOTIOZICHHE H JHEBHOI cTammoHap MI]
MII HacTuTyTa ITacTepa o0cneioBaHHe HrctaTyTa [TacTepa amst
TIPOBE/ICHHA TEPAIHH B
pamkax OMC
He Hyx71ae1cs B
TepaHi
BrIoyeHHe NalyenTa B
Brecenne 3aiBKy Ha JUIO
BpaueGHas TIAIHEeHTA B
xommcems || Peructp
mx Hyxnaetca B
TepanHn
Tlomyuenne Beimucka penenta B MIT
Tpenapara B TTamueHT «—— | UsxcruryraIlactepa yepes
anTeKe EHNC

Puc. 1. Axzopumm oxasanus nomousu navueqmam ¢ BAN
Fig. 1. Management algorithm for patients with inborn errors of immunity

Meayymckuii rieHTp B pamkax OMC okasbiBaeT amOy-
AATOPHYIO KOHCYAbTaTUBHO-AUArHOCTUYECKYIO MeAVIIVH-
CKYIO TIOMOIIIb B3pOCAOMY M A€TCKOMY HaceAeHIIO 1 Je-
JeOHble MepPOITPYIATIA 110 ITPOBEAEHNIO 3aMeCTUTeABHO,
IIaTOTeHeTIYecKO! 1 TapreTHON Teparuy IalyieHTaM C
BAW B ycAOBISIX AHEBHOTO CTallIOHapa.

LlenTpoM AMarHOCTMKI 1 A€YeHILsT TIalieHTOB C BPO-
>K/eHHBIMI HapyIIeHAMI UMMYHITeTa pOpMIpPYyeTcs pe-
IMOHAABHBIN cerMeHT PeepasbHOTO perucTpa HaliieHTOB
¢ BAVI, xoTOpblit akTyaAus1pyeTcst Ha ITOCTOSIHHOI OCHOBe.

0,80% _

INaryenTs], Hy>KAQIOIeCs! B A€KapCTBEHHOM oDecriede-
HII, B COOTBETCTBIUN C TTOPAAKOM ITPUHATIST PEIIeHIsT O
MIpeAO0CTaBAEHIN OTAeABHBIM KaTeropIsIM ANULT Mep COITH-
a/bHO TTOAAEP>KKI 1 AOTIOAHUTEABHBIX Mep COLMAaABHON
MIOAAEP>KKI IO 0OeCTIeUeHNIO AeKapCTBeHHBIMU ITpeTiapa-
TaMM 1 MeAULIVHCKUMY U3AEAVIIMY BKAIOIAIOTCS B 3asIBKY
Ha ABIOTHOE JA€KapCTBEHHOE 0DecIeveHe A5 OTAEABHBIX
Kateropmit xurteaeit Cankr-IletepOypra. ITo saHHBIM Ha
koHer1 2025 1. B peructp BKAIOIeHbI 395 narmeHTos ¢ BAV
(216 a1y Aetckoro Bospacta 1 179 auti crapie 18 aer).

0,30%

= pynna 1
= [pynna 2
= [pynna 3
=[pynna 4
E[pynna 5
=[pynna 6
m[pynna 7
= [pynna 8
= pynna 9
= [pynna 10

Puc. 2. Pacnpedeaenue nayuenmos ¢ BAV 6 Cankm-ITemepbypze no zpynnam
Fig. 2. Distribution of patients with inborn errors of immunity in Saint Petersburg by groups
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OB30OPHI ANTEPATYPBHL Inborn errors of immunity and the organization
LITERATURE REVIEWS of care delivery in Saint Petersburg

[Tpumeuanne: I'pynma 1 — koMOMHMpPOBaHHBIE MMMYHOAeUIINTHI C HAPYIIIeHIeM KAeTOYHOTO ¥ TyMOpaab-
HOTO MMMyHUTeTa. I'pyrira 2 - KomOMHIpOBaHHBIE UMMYHOAe(UITUTHI C CMHAPOMAaABbHOI IaToAorueir. I'pyrira
3 — I/ ¢ npenMyIIleCTBeHHBIM HapyIlleHle IpoAyKIuu aHTuTeA. ['pymnma 4 — MMMyHHast AMCPeryAsIvi.
I'pynma 5 — agedexTsl uncaa, koandecrsa 1 GyHKIUM Gparountos. I'pymira 6 — 4epeKTsl BpOKAEHHOTO IMMY-
HuTteTa. ['pynma 7 — ayrosocriaanTeabHble 3a00aeBaHus. I'pyiia 8 — AedpeKTsl cricTeMbl KOMILAeMeHTa. I'pyriira
9 — CMHAPOMBI HE40CTaTOYHOCTU KOCTHOTO Moara. I'pyrma 10 — ¢penoxormu I A.

Note: Group 1 - Immunodeficiencies affecting cellular and humoral immunity. Group 2 — CIDs with
associated or syndromic features. Group 3 — predominantly antibody deficiencies. Group 4 — diseases of immune
dysregulation. Group 5 — congenital defects of phagocyte number or function. Group 6 — defects in intrinsic and
innate immunity. Group 7 — autoinflammatory disorders. Group 8 — complement deficiencies. Group 9 — bone
marrow failure. Group 10 — phenocopies of IEIs associated with autoantibodies or somatic variants.
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