XXIV KOHI'PECC NEOUWATPOB POCCUUN C MEXAYHAPOOHbIM YHACTUEM

CEJ'IEKTI/IBHI:!VI OEDPULINT IGA Y PEBEHKA C BPOXXOEHHOU
OUCTIJTA3SUEN KOPbl HAONMOYEYHUKOB. CYLUECTBYET JIN
[EHETUHECKAA BSAMMOCBA3Db?

AKTYAJIbHOCTDb

CenekTnBHbIN  OePuunt MMMYHOrnodynmHa A OTHOCUTCA K caMbiM 4YacCTbiM
nepBnUYHbIM MMMyHoOeuuuTam. Ero pacnpoctpaHeHHOCTb B MUpPEe 3aBUCUT OT
9THUYECKOro npoucxoxageHms m B cpeaHemMm coctasnsdetr 1 cnydam Ha 700 den.
BbloensitoT Heckornbko deHoTUNoB 3aborneBaHusa: 6eccumnTtoMHbin (60%), nerkue
NHAEKUMN AbIXaTeNbHbIX NYTEN WU Xenyao4vHo-kuweyHoro Tpakta (12%), Taxensle
nHdoekumn (2%), anneprmnveckne (15%) u aytoummyHHble 3abonesaHusa (11%),

onyxosim (11%).

LEJIb VICCINEOOBAHUA

[lpeaoctaBuTb pegkmMn cnydam MeHUHrosHuedpanuta y mManbvynka C CeneKTUBHbIM
nedpuuymtom IgA (slgAD) n BpoxkageHHoW gucnnasven Kopbl HagnodedHmkos (BOAKH).

MATEPUAIJ1 N METO/DbI

AHanm3 nctopmmn 6onesHn, daHHbIX reHETUYECKOro uccrnenoBaHust (MOTHO3K30MHOE
CEKBEHMPOBaHME), cuctemartndeckum adanma numtepatypbl (Scopus, Clinicalkey,

PubMed, eLIBRARY).

PE3YJIbTATbI

Ky3HeuoBa B.B., KoabmoBa H.A.
CtaBpononbCKnu rocygapcTBeHHbIN MeaULUUHCKNUN YHuBepcurteT, Poccusa

AHamMHe3 XWU3HWU. PebeHok oOT 2-oM bepeMeHHOCTU, PpOoXAeH Ha 35 Hegene
rectaummn, OLUA 8-9 bannoB. C nepBbiX OHEN XU3HU — MPU3HAKU BPOXOEHHOWN
avncnnasmn Kopbl HagnodedHnkoB. B 10 mecsaueB BbisiBNeHa geneuust B 3-M 3K30HE
reHa, koaupytouwiero doepmeHTt 21-rmgpokcunnasa (CYP21A2), accoumnmpoBaHHas C

TAXKEeNOoW ConbTepPsoLLEN

doopmon 3aboreBaHus.

B paHHeM 1 gowkonbHOM Bo3dpacTte — Yactele OPBW, peungnsmnpytowinm ctomaTuT,
aHTepokonut. B 2017 r. BepuduuympoBaH [ c HapyweHnem aHTUTENO-
obpasosaHus: sIgAD (IgA— 0 r/n, IgG - 6,9 r/n, IgM — 9,1 r/n).

AHaMHe3 3a0oneBaHus.

[NMaunenT 1. 09.11.2012, 9 ner.

05.03.2017 — bonb B ropne, puHopes, pBoTa

07.03.2017 — lNoBbiweHne t go 38°, cygoporu,
MHOroKpaTHas pBoTa, cornop,
4/3 CyTKM KOMa

08.03.2017 — 'ocnntannsnpoBaH B peaHu-
MauunoHHoe otaeneHne KOKB

unarHoa3s:
MeHuHroaHuedanut?

[ndppepeHunpoBaTh
C HapyLEeHNSIMN MO3T.
KpoBOObGpaLLeHns,
0OBbEMHbLIM MPOLIECCOM
rofIOBHOrO Mo3ra

Ocn: JleBOCTOPOHHUU
reMmmnapes

O61bekTnBHbLIN cTaTtyc. CocTosiHue Tshkenoe. Jlnxopaaka, cygoporu, koma 1-iu
CTeneHun, NATHUCTO-Nanysrie3Hasa Cblifb Ha TyNoOBULLE, KOHEYHOCTAX, Npu3Haku OH 2,
notpebosaBLume VIBJ1 B Te4eHne 7 OHEW, SHTEPOKOIUT, odaroBasi CUMNToMaTuka
(aHN30KOpUS, NEBOCTOPOHHMN reMunrnapes).

OAK:

L — 38,0*10%n
Ip —4,5*1012/n
Hb — 129 r/n
AP —90%

Hb — J1® — 5%
M—-4%,9 -1%

CPbB: 6,9 mr/n
NMKT: 0,8 Hr/Mn

Rh-rpadousa nerkmnx

OBYCTOPOHHSISA
nofiMmcermeHTapHas
MHEBMOHUSA C NOPaKEHNEM
npasoro nerkoro ao 50-60%

IlukBop:

oenok — 0,17 r/n

peakuua lNaHoun +

unTo3 19 Kn/mkn

HIf — 63%

Nod - 5%

Makpodarn — 32%
rnoko3a — 4,98 mmonb/n
xriopuabl — 141,5 mmornb/n

MPT ronosHoOro mo3sra

NpPU3HaKM BUPYCHOIo
MEHUHrodHuedanuTa

OHK BIMr, LUIMB,
B3Ob B nukBope —
He ODOHapy>XeHb!.

[MLIP Covid-19 kpoBu oTp.
bak. noceB KpoBUu — OTP.

NMLUP kana — obHapyxeHa
PHK aHTepoBupyca

OwnarHo3: A87.0
MeHUHrosHuedanuTt
3HTEepPOBUPYCHOMU
3TUOSOMNMN.
[MlonucermeHTapHas
NHEBMOHMUSA

Ocn: CtpykTpyHas
dookanbHas anunencus.
bunartepanbHble TOHUKO-
KITOHUYeCcKne cygoporn.

Con: BpoxaeHHas
ancnnasusg Kopbl
Haano4YeyHnkoB. Cernek-
TUBHbIN oedounumt IgA

OBCYXOEHWUE PE3YJIbTATOB

|. BpoxxaeHHaa agucnnasna Hagno4vye4yHUKoB n cuctema HLA

Class | Class Il Class Il

[eH CYP21A2
HaxoOuTCHA B HepaB-
HOBECHOM cLenneHum
c rannotunamu HLA

MODULE

s S Annenu BbICOKOIo
e S pucka BOKH

c.293-1
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| HLA-B * 14:02
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' HLA-DRB1* 03:01
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CYP21A2

Fragment C

Molecular Diagnosis of Steroid 21-Hydroxylase Deficiency. Arriba M, Ezquieta B. A Practical
Approach. Front Endocrinol (Lausanne): 2022;13:834549. doi: 10.3389/fendo.2022.834549 (apanTt.)

Il. leHeTUKa cenekTMBHOro gehmunta UMMyHoOrnooynuHa A
CekBeHupoBaHue. [NaHenb «MmmyHonorndeckas» (08.04.22). nedekT curHarnbHbIM MOSEKYST HE YCTaHOBIEH

Microbial components

OwndbKku B

.« o\
e Gutumen onddepeHUnpoBKe
IgA-nna3mobnacTtos

TACI, TNF RSF13B
(13%), CLEC16A,
CTLA4, ICOS, FAS,
IL6, IL10, TGFR

SMAD3 4,7, STAT3, SOCS3
RUNX3, CREB, NF-B (RelA)

Hwn3koe konnyectso IgA-
vol Ca CEKPETUPYIOLLNX KNETOK

e OTcyTCTBUE NEPEKITIOYEHNS

¢
-A: Ha cuHTes IgA

OtcyTtctBne MPHK B
aHTUTenonpoayueHTax

[ledbeKkT LUMTOKNHOB,
yyYacTBylOWMX B cuHTE3E IgA

Mechanisms in Selective IgA Deficiency. Zhang J., van
Oostrom D., Li J., Savelkoul H.F.J. Innate Front. Immunol. 2021;
12:649112. doi: 10.3389/fimmu.2021.649112. (aganTupoBaHo)

lll. CenektnBHbIn gepnunt nmmyHornoodynuHa A n cuctema HLA

Annenun BbICOKOIo
pucka SIgAD

HLA-A* 01:01
HLA-B* 14:02

~ HLA-B* 08:01
HLA-DQB1* 02

TNF-o RD c2 Bf RP1 CaA CYP21A1P c4B CYP21A2
[

TNF-p oL HLA-DRB1* 03:01

Molecular Diagnosis of Steroid 21-Hydroxylase Deficiency. Arriba M, Ezquieta B. A Practical
Approach. Front Endocrinol (Lausanne): 2022;13:834549. doi: 10.3389/fendo.2022.834549 (apgant.)
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IV. lNo4yemy pas3Bunca MeHUHroaHuedanut ¢ HedbnaronpUATHbLIM UCXOA40M?

50 households Quantitative Functional analysis
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Strain analysis
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BTopu4yHbIN nMMyHOAehONUNT [MNoBbileHHOe ob6cemeHeHne XKKT
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A Microbial diversity
l IgA+| |IgAD| lAr]ltg';I\%A+ Proinflammatory potential
Gastroenterology

PEKOMEHOALUWN

. [anbHeunwmne nccnegoBaHus
ONna YTOMHEeHUs B3aMMOCBA3N
BpOXAEeHHOW aucnnasnm Kopbl
HagNO4Ye4YHUKOB N CENeKTUBHOIo
oedouunta IgA

OCHOBHBbI€ 3BEHbS npeanonaraemMoro rnartoreHe3a

BOKH, conkrepstowas popma CenektnsHbI gedonumnt IgA

109 3
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OnutenbHas Tepanus KC HapylweHne 6apbepoB CNN3nUCTbIX
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MNnoxon KOHTPONb MUKPOOUOTBLI

BbIBOAbI

1. 'eHbl NpegpacnonoXXeHHOCTH
K BPOXXOEHHOW gmMcnnasnmn Kopbl
Ha4NO4Ye4YHUKOB U CENEKTUBHOMY
oedounumnty IgA BKNOYaT OQHU
n Te xxe monekynel HLA, a Takxe
HaxogAaTcAa B COCeQHUX JTOKycax
XPOMOCOMbI, YTO CBUOETENbLCTBYET
O BO3MOXHOW reHeTU4YeCKou
B3aMMOCBSI3M OBYX 3aboneBaHun.

KOHTpOMnb (on3nonorn4yeckoro
pexnuma 3aMecTUTENbHOW
Tepanuun 'KC

IccnegoBaHMe KOMMEHCaribHOU
MWUKPOOWNOTbI NMPU CENEKTUBHOM
oedouunte IgA

. ATUnn4Hoe TeyeHue
QHTEPOBUPYCHOU NHEKL U
y 6onbHoro ¢ slgAD obycnosneHo
ONNTENBHON Tepanueun rmKoKop-
Tnkongamum no nosoay BIOAKH,
HapyLleHnem bapbepa CrnM3ncTon
N Npomnsa KOMMeHcanbHOM onope.il.

YCUNEHHLIN PEXUM
NPOTMBOBUPYCHON Tepanuu
y naumeHToB c gedpektamu
aHTUTENoobpasoBaHUS




