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YYACTUE B POCCUNCKUX
KOHO®EPEHLUNAX

HJoknaabl CTyAeHTOB U MonoabiX y4YyeHbIX Ha KoHrpecce
neaunatpoB Poccum ¢ mexayHapoaHbIM yyacTtuem (5 AoKnanoB)
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MECTO

CtyneHTbl A. lNonoea, B. PagyeHko

«dnarHocTnyeckas 3HaummocTtb TREC
n KREC ansa BbisiBNeHMe NMMYHHbIX
HapyLeHUN HOBOPOXKAEHHbIX»

MMM2 — OUATHOCTUYECKAA 3HAYMMOCTb TREC U KREC ANA
BbIABJIEHUA UMMYHHbIX HAPYLLEHMIA ¥ HOBOPOMAEHHbIX

Monoea A.Q., Paguenko B.A., Xaunpora J.C.
CraepononbLCKHA rocyAapcTEEHHLIA MeOULUMHCKUA YHUBEpCKTET, Poccka

AKTYANBHOCTbL

Onpeganaiie 3KCLUWINOHHB KONEL MEHOB DeapaHMMpoBkd T-kne-
TouHb (TREC) 1 B-enetounsnx (KREC) pausnTopos MCnonsageTes
B KA4ECTEE YHWBEPCANLHLX MAPKEPOE PALA NEPEMHHLE WMMYyHO-
Oedpiuwtor  (MAO) w  pexoMmedgyeTen ARA  NOMYMALKMGHHOM
cepuHmMHra. Moxkasawo, Yro onpeganedwe TREC u KREC noasonmer
BLIABMATE MALMEHTOR M © APYIMMH T-KNETOMHEIMH THMEONEHMAME,
HyROAMOWMAES B AWCNAHOBPHOM HABMNIGAAHNM 1 NEYEHMA.

MATEPUAIN U METObI

Mpoeegen peTpoCcnekTHEHES BHanWz onpegenssmA TREC w KREC y 43
neTei (27 mansyvine W 16 gesowes), YMEPLWMD HE NEpE0M rody ¥HIHW OT
TREENEE MHpenwi (Puc. 1). HepohoweHHse nemw coctaesne B5,1%.
BposneHHES NODOKW PAZEHTHA OUEBrHOCTMROESHE Y 44, 2% nemei (Puc. 1),

— MEOFOHA PAIRTHA CTPFETYPA HHSERUMOHHOR

¥ YMEFUINE DETER MATOAGTHA ¥ FHEFLIE GETER

Piac 1. Moposx paisamen (CResa) @ CTEYETYRA MHEOEKUHOHHOR
MATONOMAN ¥ yMEpWHE qeTed (cnpasa)

Kpoes Guina eanTa Ma unbTpoBansHbe kaptel 303 Wallac Russia
CE Card (GE Healthcare Bio-Sciences Corp, USA). Mccnanosanme
TREC w KREC wmetogom [LUP n B KMMHMKD-
OuarHocTUHeckon nabopatopuia MBY3 uﬂ,FKE % wm. M.H. Cnepaxc-
koo 03M» (Mocksa) © NOMOLWLK MyNETANMEKCHOR TECT-CHETEME!
"B T-Tect”. OLEHKA MEXFRYNNOBLIX DAIMWYMA KOMWYSCTBEHHBD

MDMZHAKDE NDAMEHANA KpUTEpMA  MadHa-YuTHI, NpM  MHOMBCT-
BaHHLX CpankeHwax — Homena-Kednca, Janua.

PE3YNbTATbHI

Y 60,5% ymeplunx geten ¢ daTansHsiMK WHDeKLMAMK onpeaans-
Nock cCHkaHMe nokalatenad TREC uw KREC. CpanMes Jucno konwa
TREC gna ecex obpasuoe coctasmno 147105 L [59,1; 345], KREC -
264105 L [B5,1: 624). ¥ 5 (11,6%) ymeplunx OaTed BLARNEHO
peaKoe cHKaHWE ypoBHeR TREC n KREC (tabn. 1), 4To noaTeap-
OAMNOCE KENMHWKD-NATOMOPhOnorHHeckumin npuaHaama MA0.

Tanuua 1=— XapakrepacTaa DB C mpear nMg

Bumenewo cuwokeHwe ypoewa TREC y HagoHOweHMbx AeTeR —
1275 |58 4; 372,5] no cpasHeHWD C AOHOWeHHEIMK — 408 5 [185;

B69], p=0,01 (pwe. 2).
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CTATHETHHECKA IHIUMMOE CHIHEHWE NO COABHEHMID © O0HOLIEH-
HEIMK OBTEMK CNPEOENANCCE TOMLKD B rpynne rnySoxkoHenoMo-
LSHHLEX SaTeR Co CPOKAMKA recTauud meHee 28 wagents (rabn. 2).

YetanomneHo cHukedne nokasarened TREC y pated ¢ nopokami
pazautien (puc. 3).

Tanaua 2 — MNoxasarens TREC n KREC y negonouweHibix
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BbIBOAObLI
— 01— — 02—
Pertpocnextuanos onpane- Crmmexmne ypoaua TREC
nexwe TREC n KREC B cyxmx HABNKLABTCR ¥ HEOOHOLEHHBIX
MATHAX KPOBM HEOHATAMLHOMND AeTeR cO CPOKAMI MBCTaLWM
CEPMHAHIA NOABONAST WOSHTH- MeHee 28 Henans, a Tanke
PMLMPOBATE HOIONOMAHECKNE B FPYNNe NALKEHTOR C
CHHApOME OTAeMsHE MA0 BEOREHHLIMA NOPOKAMKA
ESE MPpAHHL PAHHER OSToRDA CEpOUE W MAMMCTRaNLHLX
cwepTHocTH. ¥ 11,6% ymaplimx COCYAOE, HEMyaoUHO-
faTen onpefsnAeTen SHa4M- EMLLIEYHOM TRAKTA, NoYEK
TensHoe cHskexwe TREC M MO BLOANTMTENEHLIX
wiunu TREC, ute nogreeps- nyTen, Boneansio Oayua.
OAETCA KITHHAHECKAMEA W
NATOMOPEONOMMUBCKHMEA

NEAZHAKAMK BpOXgeHHLE MO
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AcnupaHTbl KysHeuosa B.B., Kosbmosa H.A.

«CenektnBHbIN aecunumt IgA y pebeHka ¢
BPOXAEHHOU Aucnnasven Kopbl
Hagnoye4yHukoB. CyuwiecTByeT nu
reHeTU4YecKasi B3aMMOCBA3b?»

XXIV KOHIrPECC NEAUATPOB POCCUU C MEXOYHAPOOHbLIM YHACTUEM

CEJ'IEKTVIBHb!I?I OE®ULNT IGA Y PEBEHKA C BPOXOEHHOWU
OUCNNA3UNEUN KOPblI HAOAMOYEYHUKOB. CYLWECTBYET J1U
F’EHETUYECKAA B3AUMOCBA3b?

Kys3HeuoBa B.B., KoabmoBa H.A.
CTaBpononbCK1i rocyAapcTBeHHbIN MeAULIMHCKUA yHUuBepcuTeT, Poccus

AKTYAINIbHOCTb

CenekTuBHbIM 1eUUNT MMMYHOIMOBYNMHa A OTHOCUTCA K CaMbiM 4acTbiM
nepBUYHbIM UMMyHoaeduuuTam. Ero pacnpocTpaHeHHOCTb B MUpe 3aBUCUT OT
STHUYECKOro MPOUCXOXAEHVS U B cpeaHemM coctaensier 1 cnyvan Ha 700 yven.
Bbiaenstor Heckonbko ceHoTUnoB 3abonesaHus: GeccumnToMHbIn (60%), nerkue
VMHPEKUMM AbIXaTenbHbIX NyTEN U Xenyao4Ho-kuweyHoro Tpakta (12%), Tsikenbie
vHdekummn (2%), anneprudeckve (15%) u ayToummyHHble 3abonesanus (11%),
onyxonu (11%).

LENb UCCNEAOBAHUA

MpeacTaBuTL peakuid cnyyail MeHUHrodHUedanuTa y mansyuka C CenekTUBHbIM
Aecdumumtom IgA (sIgAD) 1 BpoxxaeHHo aucnnasven kopbl HagnoveyHvkos (BOKH).

MATEPUAN U METOAbI

Axanus wucropum GDHSSHVI, AaHHbIX rEeHETU4ECKOro uccneaoBaHns (nOnHOSKBOMHOe
CEKBEHMpOBaHME), cUCTeMaTuveckun aHanua nuteparypbl (Scopus, Clinicalkey,
PubMed, eLIBRARY).

PE3YNbLTATbI

AHaMHe3 XM3HW. PeGeHok oT 2-oi GepemeHHOCTW, poxaeH Ha 35 Hepene
rectaumy, OLLA 8-9 GannoB. C nepBbiX AHEHA XWU3HM — NPU3HAKK BPOXAEHHOW
Avcnnasuv Kopbl HaanoveyHukos. B 10 MecsueB BbisiBNeHa Aeneuvs B 3-M 3K30He
reHa, kogupyoulero gepmeHT 21-rugpokcunasa (CYP21A2), accouumnpoBaHHasn c
TSHKENoW conbTepsioLLei (hopmoii 3abonesanus.

B paHHeM v polukonbHOM Bo3pacTte — yactele OPBU, peuvaveupytowmii ctomartwr,
aHTepokonuT. B 2017 r. BepuduumpoaH MU c HapyweHuem aHTuTeno-
o6pasosaHus: sIgAD (IgA -0 r/n, IgG — 6,9 r/n, IgM — 9,1 r/n).

AHamHe3 3a6oneBaHus. OuarHos:
Mauuent [. 09.11.2012, 9 net. MeHuHroaHuedanur?

05.03.2017 — Bonb B roprne, puHopesi, peota Ouddeperumposatb

C HapyLIEHUSIMA MO3T.

07.03.2017 — MosbiweHve t go 38°, cyaopory, KpoBooGpallieHus,
MHOroKkparHasi peoTa, corop, 0BBLEeMHBIM NpoLeccom
4/3 cyTKM KOMa rOfIOBHOIO MO3ra

08.03.2017 — lNocnutanusupoBaH B peaHn- Ocn: J1leBOCTOPOHHMI
MaumoHHoe otgeneHune KOKB remunapes

O6BeKTUBHBIN cTaTyc. CocTosiHue Tskenoe. Jluxopaaka, cyaoporu, koma 1-i
CTeneHu, NATHUCTO-NanysnesHas Cbifb Ha TYNOBULLE, KOHEYHOCTSIX, NpusHakn OH 2,
notpe6osasluve UBJ1 B TeveHne 7 AHeil, SHTEPOKONUT, oMaroBas CUMNTOMaTUKa
(aHn30KOpUS, IEBOCTOPOHHMIA reMUNapes).

OAK:

L - 38,0*10°n
3p—-4,5"10'2n
Hb —129 r/n
3P -90%

Hb — N1 — 5%
M—-4%,3-1%

CPB: 6,9 mr/n
MKT: 0,8 Hr/mn

Rh-rpachus nerkmx

[ABYCTOPOHHSS
nonucermMeHTapHas
MHEBMOHMS C MOpaxeHUem
npasoro nerkoro Ao 50-60%

Nukeop:

6enok — 0,17 r/n

peakuus Maxgn +

unto3 19 kn/mkn

HI - 63%

No - 5%

makpodparn — 32%
rnioko3a — 4,98 mmons/n
xnopuapl — 141,5 mmons/n

MPT ronoBHoro mo3sra

MPU3HaKK BUPYCHOTO
Meuuumsuuemanma

[HK BMr, LIMB,
BO6 B nukeope —
He oBHapyXeHbl.

MLP Covid-19 kpoBu oTp.
Bak. noces KpoBu — OTp.

MNUP kana — o6HapyxeHa
PHK anTepoBupyca

OwarHo3s: A87.0
MeHuHroaHuedanur
3HTepPOBUPYCHOM
3TMonoruu.
MonucermeHTapHas
NHEeBMOHUA

Ocn: CTpyKTpyHas
bokanbHas anunencus.
BunatepanbHble TOHUKO-
KIOHUYECKUe CyAoporu.

Con: BpoxaeHHas
Avcnnasus Kopbl
HaAanoyeyHnkoB. Cenek-
TUBHbIV Aecuumt IgA

OBCYXXOEHUE PE3YJIbTATOB

|. BpoxxaeHHas aucnnasvsa Hagno4e4HUKoB U cuctema HLA

l'eH CYP21A2
HaxoauTes B Hepas-
HOBECHOM CLienneHnu
c rannotunamm HLA

Annenu Bbicokoro
pucka BOKH
HLA-B * 14:02
HLA-DRB1* 03:01

Molecular Diagnosis of Steroid 21-Hy y D i Arriba M, ieta B. A Practical
Approach. Front Endocrinol (Lausanne): 2022;13:834549. doi: 10.3389/fendo.2022.834549 (apganT.)

Il. FeHeTMKa cenekTMBHOro AecdmumTa UMMyHornobynuia A
Maxens «Mi (08.04.22): necheKT curHanbHbIA MONeKkyn He yCTaHoBNeH

Ownbkn B
AvdbdepeHumpoBke
IgA-nnasmobnacrtos

A)‘ @& o TACI, TNF RSF13B
K (13%), CLEC16A,

LN CTLA4, ICOS, FAS,
N IL6, IL10, TGFR

6 = Huakoe KonuecTso IgA-

CeKPeTMPYIOLUMX KNeToK
OTCyTCTBYE NEpeknioveHns
Ha cuHTes IgA
Ortcytcrane MPHK 8

i in A Defici Zhang J., van aHTUTenonpoayLeHTax
Oostrom D., Li J., Savelkoul H.F.J. Innate Front. Immunol. 2021; MecekT uMToKMHOB,
12:649112. doi: 10.3: 2021.649112. (apanT y4acTeyloWMX B cuHTe3e IgA

lll. CenekTuBHBbIN AedUUMT UMMyHOrno6ynuHa A n cuctema HLA

Annenm BbICOKOro
pucka SIgAD
HLA-A* 01:01
HLA-B* 14:02
HLA-B* 08:01
HLA-DQB1* 02
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 (apanT.)
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IV. Moyemy pa3BUnCsi MEHMHrO3HUeANUT ¢ HeGNAronPUSITHLIM UCXOAOM?

Functional analysis
(OCHOBHbIE 38eHbA NPeNIoNaraemoro natoreHesa i

BIKH, conbTepmiowian dopua Cenexrvenein AechmunT IgA

WModula H

[ Anurensias Tepanis MKC I JHanyW»eﬁepbwowmmt«:mxl

! | [ wa |

BbIBOAbI PEKOMEHOALMU

1. TeHbl NpeapacnonoXeHHOCTN
K BPOXOEHHO ANCNNAa3nm Kopbl
HaAMO4YEYHUKOB 1 CENEeKTUBHOMY BPOXAEHHOM AUCTNa3nuu Kopbl
neduruuTy IgA BKMOHaOT OaHM HaMO4YEYHUKOB Y CENEKTUBHOTO
v Te xe Monekynel HLA, a Takke pecduuuta IgA
Haxo[sTCA B COCEAHMUX JIOKycax
xpom%?:omu. uto tfanne'renZCTBye'r ] Kg;;‘:f::aﬁ:ﬁa’:g‘::z;mm
0 BO3MOXHOW reHeTU4ecKomn P
Tepanuu MKC

B3aUMOCBS3M ABYX 3abonesaHui.

. WccnepoBanne kommeHcanbHomn
3HTEPOBUPYCHOM MHMEKLN Mvnxpoﬁmmlu RPM CeneKTMBHOM
y GonbHoro ¢ slgAD o6ycnoeneHo Aecpumre Ig
LANUTEnNbHOI Tepanmen rmiokoKop- . YeuneHHbin pexum
Tukomaamu no nosoay BAKH, NPOTUBOBUPYCHOW Tepanuv
HapyLeHnem 6apbepa CrmsncToin Y NauueHToB ¢ AedekTamm
¥ Npoduns KOMMeHcanbHoW nopsl. aHTUTenoobpasoBaHus

. OanbHenwwue uccnegoBaHus
NS yTOYHEHUs1 B3aUMOCBA3N

. ATUnu4Hoe TeyeHne
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POCCUMNCKNX anmon

B HOMUHaLUUK B HOMUHauuun
«KOHKypC MoioabiX y4eHbIX» «KOHKypC KNMHNYeCcKnx cny4yaes» !
Mocksa 2022r. < Mocksa 2022r. 7

KOH®EPEHLUUNAX - gl

V Bcepoccunckum cbesg Accoumaumm
AEeTCKNX MMMYHOJIOroB 1 anneprorioros
Poccun (09-10.12.2022)

AcnvpaHT J1.T. Kyb6aHoBa
1 «KnnHuueckun cnyyan
MECTO XPOHMYECKOMN rpaHysrieMaToO3HOMU
©oone3Hun, coyeTaHHOM
¢ cuHapomom KnanHdenbTepa»

AcnnpaHT J1.T. KybaHoBa
3 «PecnupaTtopHble nposiBrieHus
y NaLMeHTOB C BPOXAEHHbIMMU
AedeKkTaMm UMMyHUTETa
B CTaBpONoOsfibCKOM Kpae»

MECTO

AcnupaHT B.B. Ky3HevoBa
«CenekTuBHbIN AaecpunumT IgA

M BpOXAEeHHas AUCnna3ua Kopbl
Haano4ye4yHukoB. CywecTByeT
N B3aMMOCBSA3b?»
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CTyneHTKa EkaTepmnHa XaputoHoBa

«KnnHu4yeckmne n nabopaTtopHbie Kputepumn
adhheKTMBHOCTU annepreHcneundunyieckon
Tepanuu y getem»

58- uToroBas ctygeH4eckasl Hay4yHas
KOH(pepeHUna ¢ MexayHapoaHbIM y4acTUeM
«Bpems cmoTpeTh B OyayLiee»

(r. Bnagukaskas, 17-18 masa 2019 )

®reQy BO «Cesepo-OceTvnHckasn
rocyaAapcTeeHHas MeauuuHcKas akageMmus»
MuHucTepcTea 3gpaBooxpaHeHus PO

CryneHyeckoe Hay4Hoe obLIecTBo

ntToroeas ctyaeH4eckas
Hay4YyHasa KoHjepeHUUA

C MexavyHapoaHbIM y4YacTuem
Student tific conference with

Interna % articipation

IT'S TIME TO.LO
TO FUTURE®S

BPEMS CMOTPH

BnagukaBka3s; 2019:
: : - == = =




