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PEI''ICTP IEPBUYHbBIX UMMYHOJAE®OULIUTOB B
PECHYBJUKE BEJAPYChb: 20-TETHUM OIIBIT

TV «PHIIL] oemckoil onkonoeuu, cemamonocuu u ummyHorocuuy, e. Munck, berapycw,
’I'V « PHIIL] paouayuonnou meduyunsl u sKonocuu yeiosekay, 2. Iomens, Berapyco,
IV «PHIIL] «Mamb u oumsay, e. Munck, Berapyce

[TepBuunbie nmmyHonedunutel (ITN]]) npencTaBisioT co00i reTeporeHHyr TPyIy 3a-
OosieBaHMii, OOYCIIOBIEHHBIX T€HETUYECKH JCTEPMUHUPOBAHHBIMHU BPOXKIEHHBIMH Je(eKTa-
MH OJIHOTO WJIM HECKOJIBKMX KOMIIOHEHTOB MMMYHHOH cuctemsl. Pacnipoctpanénnocts 1M /]
B MHpE SBIAETCA OJHHUM M3 KIIIOYEBBIX DIUACMHUOJIOTMUYECKUX IMOKA3ATEIIEH, MO3BOJISIOMINX
(hopMHPOBaTh ONTUMAIBHYIO MOJUTHKY OOIIECTBEHHOTO 3/PABOOXPAHEHHS B OTHOLICHUU MX
JeYeHUsT W MPOPHUIAKTHKH Ha TOCYIApPCTBEHHOM M MEXKIyHApOAHOM YpOBHsX. C MOMOIIBIO
PErUCTPOB yAa€TCs MOKa3aTh Pa3iUyYMsl 3THUYECKOW reorpadudeckoil pacrnpocTpaHéHHOCTH
[N /1, nony4uTh 1aHHBIE O KIIMHUYECKUX 0COOEHHOCTSIX, JUArHOCTUKE M BapUaHTaX JICUECHHUS.
C 2005 rona B Pecriyonuke benapych Benérces neneHanpasieHHas paboTa 1mo oKa3aHUI0 MEIU-
nuHckoi nomomy nanuentam ¢ [IW/1. Ha nauano 2025 rona Pecniybnukanckuii peructp 111/]
Pecniyonuku benapych Brirouaet 774 manuenta. [IoCTOSIHHBIN €XKETOMHBIN POCT BBISIBICHUS
HOBBIX citydaeB [IM/] moquépkuBaeT NporpecCUBHOE YIIy4IIEHUE OCBEAOMIIEHHOCTH Bpadeu 0O
MEPBUYHBIX HAPYIICHUAX UMMYHHOH CUCTEMBI, XOTs, 0€3yCIIOBHO, HEOOXOIUMBI JIOTIOTHUTEIb-
HBIE MEPBI B JAHHOM HAIIPaBJICHUU.

Knroueevie cnosa: nepsuunvie ummyrnooegpuyumol, Pecnyonuxanckuii pecucmp, cexéeHu-
posarue Hosoco nokonenusi NGS u WGS, TREC, KREC

Beeoenue u MexayHaponaueix peructpos [N B 6o-

[TepBuunsie ummynonepumursr (ITH1)
MIPEJICTABISIOT CO0O0M TeTepOreHHYI0 TPYIITY
3a0oneBaHuil, 00yCIOBIEHHBIX T€HETHYECKH
JNETEPMUHUPOBAHHBIMUA BPOXKIEHHBIMU  JIE-
(bexTamMu OJTHOTO MJIM HECKOJIBKUX KOMITOHEH-
TOB UMMYHHOM cucTeMbl. CerofHs B Mexay-
HapoaHyro kiaccudukaruio [TH]] BrroueHO
555 BpOXKAEHHBIX HAPYLICHUN UMMYHUTETA U
17 denokomnuii, 00yCIOBIEHHBIX MYTAIHSIMH
B 504 pasnuunbix reHax [1]. 3a mocnemnme
JIBa JECSATWIETUS CO3JaHHe HaIlMOHATbHBIX

nee yeM 20 crpanax, Bkitodas ESID-peructp
(ocHoBaH B 1994 romy u oXBaTbIBaeT CBBILIE
30 000 mammeHTOoB 1O cocrTossHUIO Ha 2024
roa) [2], 3HAYUTETBHO CTIOCOOCTBOBAJIO 3ITH-
J€MHUOJIOTUYECKOMY aHAJIM3Y, IOBBILICHHIO
JUArHOCTUYECKOM TOYHOCTH M ONTHUMH3aLUU
Tepanuu. OTCYTCTBHE HAIlMOHAJBHBIX PETH-
crpos [IM/] npuBOAUT K HU3KON BBISIBIISIEMO-
CTH 3a00J1€BaHMsI, HEAOCTATOYHON OCBEIOM-
JEHHOCTU Bpadel M OTPAHUYEHHOM NOCTYII-
HOCTH CIIELUATIN3UPOBAHHON ITOMOIIH.

Meouko-6uonocuueckue npobnemwl xcuznedesmenvhocmu. 2025. Ne 3(35) 63



M.B. benesyes, C.O. lllapanosa, U.E. [ ypvanosa u op.

Pacnpoctpanénnocts [T/ B 061eii mo-
IyJSLUK OLIEHUBAIOT IPUMEPHO, Kak | Ha 10
000 macemeHus, 3a HCKIIOUYEHHEM OECCHM-
NTOMHBIX ()OpPM CEJIEKTHBHOTO JeduIuTa
IgA [3]. Taxxe cienyer yuuThlBaTh, 4To I0-
Ka3aTeJIM MOTYyT BapbUpOBaTh B 3aBUCUMOCTH
OT JTHHYECKHUX TPyNI U TeorpaduyecKux
peruoHoB. bnaromaps BHeapeHuto 3>(dex-
TUBHBIX IIPOTOKOJIOB HMMMYHOJIOTMYECKOU
U TE€HETUYECKOM MarHOCTUKH, KOJIMYECTBO
BBISIBIIIEMBIX HAIUEHTOB ¢ AuarHozom IIM]]
€XKETOJIHO PACTET KaK BO BCEM MHpE, TaKk U B
Pecny6nuke benapycs.

Ha navano 2025 rona B benapycu 3aperu-
ctpupoBano 774 nanuenta ¢ [TN]]. Hecmotps
Ha 3HAYMTEJIBbHBIM IPOrpecc B JUArHOCTHKE,
HaOroaeMasi pacrpocTpaHEHHOCTh OCTaéT-
Cs HWXKE OXHaaeMblx 3HadeHui. CornacHo
SNUAEMHUOJIOTHYECKUM MOJEINISAM, OCHOBaH-
HBIM Ha JIaHHBIX 110 €BPONEHCKON NOMYISALNH,
npeamnonaraemoe ynciio nauueHTos ¢ [1M/1 B
Pecniybnuke benapych JOKHO COCTaBISITH
ot 1 500 1o 2 000 cnyuaeB. K ocHOBHBIM ak-
TOpaM, OIPAaHUYMBAIOIIMM BBISBISEMOCTbD,
OTHOCSITCSI HEI0CTAaTO4YHAsl OCBEJOMIIEHHOCTD
MEIUIUHCKOTO0 COO0IIecTBa O PACIpOCTpa-
uénnoctu [IN]1, a Taxke MHOrooopasue Kiu-
HUYECKUX IPOSBICHUN U CIOXHOCTU BEpU-
¢ukanuu auartLosza B pamkax auddepeHuu-
aJIbHON JUArHOCTHUKH.

Kinunnueckas xapruna [IM][ xapakre-
puU3yeTcsl LIMPOKUM CIEKTPOM IPOSIBICHUI.
B cnyuyasnx, xorna B KIMHUYECKOM KapTUHE
JOMUHUPYIOT TSDKENBIE, TPYAHO IOJJAl0-
mecs KOHTPOJII0 MH(MEKIUU, UMMYHOIa-
TOJIOTUs TpuodOpeTaer Oonee OYEBUIAHBIC
npu3Haku. ManudecTtanus MEepBUYHOTO
UMMyHOJIEe(PHUIINTA, OCOOEHHO  THKEMOM
KOMOMHMpPOBAaHHOH HMMMYHHOM HeZOCTa-
TOYHOCTH, B paHHEM BO3pacTe, Kak IpaBu-
JI0, CBsI3aHA C BBICOKOM JICTAJIBLHOCTBIO [4].
Pannee ycraHoBieHHE 1MarH03a MOBBIIIAET
LIaHCHl Ha BBKMBAHUE U YCIIEIIHOE MPOBE-
JI€EHUE TPaHCIUIAHTALUU T€MOMO3THYECKUX
ctBoJioBBIX KJeToK (TT'CK).

[TomuMo MHQEKIMOHHBIX NPOSIBICHUH,
MU MoxeT mposBIATbCA HEUH(EKIHMOH-
HBIMU KJIIMHMYECKUMHU CHHJIPOMAaMH, BKIIIO-
yasi ayTOMMMYyHHbIe 3a0o0JieBaHUs, T'eMO-

(daronuTos, 3anepKKy (PHU3UUECKOro W/WiIH
IICUXOMOTOPHOT'O PA3BUTHS, NPU3HAKU JTUC-
sMOpHOreHe3a W MOPOKU Pa3BUTHUS, AaHTHO-
HEBPOTUUYECKHE OTEKU PA3JIMYHOU JIOKAJIH-
3alui, TPOMOOTHYECKNE MUKPOAHTHONIATHH,
3JI0KaueCTBEHHBIE TUMponponndepaTuBHbIE
3abosieBanus u npyrue. Tak, okono 40% mna-
IUEHTOB C oOmieil BapuaOenbHOW HMMYH-
HOM HenmocrarouHocthio (OBUH) nemon-
CTPUPYIOT HEUH(EKIHMOHHBIE IPOSBICHUS
Ha HavyaJIbHBIX ATamax 3a0ojieBaHMs, TaKue
KaK JI0OpOKaueCTBEHHas WJIU 3J10KaYeCTBEH-
Has JuMmbonponudepanus, ayToOMMMYHHbBIC
peakiuu (BKJIOYas ayTOMMMYHHYIO IIHTO-
MEHUI0), XPOHHYECKas SHTEpOmaTus u Jp.
[5]. Taxxke ommcaHa rpynmna BpOXKIEHHBIX
ne(eKTOB MMMYHHOUM peryisiuu, XapakTe-
PU3YIOLIUXCS ayTOMMMYHHOM IaToNOTHEH,
aumdonpoaudepanneit (3710Kka4eCTBEHHON U
HE3JIOKaYE€CTBEHHON ) ¥ THUIEPBOCIAJICHUEM.

370KaueCTBEHHbIE HOBOOOpa30BaHUs 3a-
HUMAIOT BTOPOE€ MECTO IO 4acTOTE MPUYMH
cMmepTHOCTH cpenu manuentos ¢ [THUJ]. OG-
UK PUCK Pa3BUTUS OHKOJIOTMYECKUX 3a00-
JICBaHUW Yy JTAHHOM KaTEeropuu OLICHUBACTCS
B nuamnaszone ot 4% a0 25% [6]. CoBpemeH-
Hble nOoCTeHHs B Tepanuu [IN]], Bkirouas
3aMECTUTEIbHYIO TE€pPAUI0 UMMYHOIIIOOYIH-
HOM, CIIOCOOCTBOBAJIM YBEIMUYEHUIO MPOIOI-
JKUTEJIbHOCTH KM3HU NaIlUeHTOB U, OJHOBpE-
MEHHO, POCTY BBISIBIIIEMOCTH 3JI0KAaYE€CTBEH-
HBIX HOBOOOpa3zoBaHuii [7].

Ilenvy padomer — TPOBECTH aHAIU3
CTPYKTYpHI U 3P deKTUBHOCTH padboThl Pecmy-
OJMKAHCKOTO perucTpa MepBUYHBIX UMMYHO-
nedumnuroB Pecnyonuku benapycek.

Mamepuan u memoowt ucciedosanus

B Pecnyonmukanckuii peructp [11A]] Pe-
cryonuku benmapych BkiroueHb! 774 manueHTa
¢ BepU(UIIMPOBAHHBIM TMATHO30M «IIE€PBUY-
HBII UMMyHOAEQUIHUT» (cornacHo KinHuge-
CKOMY IPOTOKOJIy AUArHOCTHKHU IMEPBUYHBIX
UMMYHOZIE(ULIUTOB): B BO3pacTe oT 1 mecs-
na 10 63 net, u3 Kotopbix 53% cCoOCTaBISAIOT
My>XuuHbl U 47% — >xeHiuubl. [lanuentam
OKa3bIBAJIACh MEIUITMHCKAS TIOMOIIL Ha Oa3ax
I'Y «PHIIL] neTckoil OHKOJIOTMH, T€MAaToio-
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ruvd 1 uMMmyHoaoruny, I'Y «PHIIL] pagnauu-
OHHOM MEIUIIMHBLI M DKOJIOTUHM YeIOBEKa» U
I'Y «PHIIL] «Matb 1 gutsin».

Pe3ynomamut uccnedosanus

C 2005 roma B Pecnybnuke Bbenapych
BeACTCs lieJieHanpaBieHHas paboTa mo oka-
3aHUI0 MEIUIMHCKOM IOMOIIM MalHUeHTaM
¢ IINJI. B mocnemame rompl HaOMIOmMACTCS
YCTOMYMBBIA POCT BBIABISIEMOCTH HOBBIX
Clly4aeB: C MOMEHTA Hauyajga IUarHOCTUKU
MU/, xorna 6110 BepUGHUIMPOBAHO U BIIEP-
BbIE 3apPETUCTPUPOBAHO BCEro 53 ciydast, Ko-
JMYECTBO IMarHOCTUPOBAHHBIX 3a00J€BaHUIT
yBeIMuuiIoch 6osee yeM B 14 pa3. Ha nauano
2025 ropa PecnyOnukanckuit peructp TN/
Pecny6nuku benapychk Brmowaer 774 nauu-
€HTa, U3 KOTOpbIX 53% COCTaBIAIOT MYXK4H-
ool 1 47% — xenmunasl. TI'CK BeImonnena
49 nauuentam (6,33%), BBDKMBAEMOCTh IIPU
3TOM coctaBuia 71,4 mpolieHra.

Yacrora BcTpeuaemoctu 11M/1 B benapy-
cu coctabimser 8,5:100 000 xureneit. JlaH-
HbIE€ COMOCTaBUMBI CO cTpaHamu BocTouHou
EBpomnsr u Beiie, yem B Poccun (1,3:100 000)
u Ykpaune (1,78:100 000) [8, 9]. Ans cpas-
HEHUS: MUHHUMAJIbHAsl PacnpoOCTPaHEHHOCTD
[T /1 B Utanum B 2019 rony coctaBuna 5,1 Ha
100 000 nacenenwus, ['epmannu (2017 rom) —
2,72:100 000, Upnanauun — 8,8:100 000,
Metinapun — 4,2 :100 000, ®panuun —
11:100 000 [10, 11, 12, 13, 14].

[Ipu Oonee neTalbHOM PACCMOTPEHUU
pazmuunbix rpynn [TAJ] cnexyer oTMeTwTh,
gyto B Pecnybnmuke bemapych peructpupyercs
nouty B 10 pa3 Gosple manueHToB ¢ aedek-
Tamu cuctembl komruieMenTa (0,9 ma 100 000
HacelleHus1), B To Bpemst kak B [lombiie 3ToT
nokazarenb cocrasisier 0,089 ma 100 000,
VYkpaune — 0,048 na 100 000, a B Poccun —
0,23 na 100 000. B To xe Bpems1, pacrpocTpa-
HEHHOCTh AayTOBOCHAIMTENbHBIX HAapyIICHUN
B benapycu HuXKe, 4eM B COCEHUX CTPAHAX, U
cocrasisger 0,043 na 100 000 nacenenus. Jlns
cpaBHeHus, B [lonblie 3TOT mokasaresb paBeH
0,091 na 100 000, Poccun — 0,15 na 100 000,
VYkpaunne — 0,048 na 100 000 [8, 9, 15].

Pacnpenenenne nanueHTOB IO OCHOBHBIM
KaTeropusM 1 HO30JIOTMYeCKUM popMaMm B co-

OTBETCTBUHU C JACHCTBYIOIIECH Kiaccu(pUKaIIH-
eil mpeacrasneno B Tabnumax 1-9. Haubonee
MHorouucieHHbMu rpynnamu 1IU/] B Pecny-
onmuke benmapychb sSBISIOTCS ePEKThI aHTUTE-
noobpazoBanus (30%, n=232) u kKoMOMHHPO-
BaHHBIE CHHJPOMAaJIbHbIE UMMYHOJE(ULIUTHI
(29,7%, n=230). 3a HUMU cIEeAYIOT A€PEKTHI
cuctembl komruiemenTa (13,6%, n=105), um-
MYHOAE(QHUIMTH C UIMMYHHOU TUCPETYIISIIHeH
(7,9%, n=61), nmmyHOAEHUIIUTHI C TedeKTa-
MU KJIETOYHOTO ¥ TYMOpPaJIbHOTO 3B€Ha UMMY-
Hurera (5,8%, n=45), Bpoxxa€Hubie ne()EeKThI
yucia i ysakmun paromutos (4,9% n=38),
ayToBOCHaIUTeNbHbIe HapymeHus (3,7%,
n=29), HEIOCTaTOYHOCTh KOCTHOTO MO3ra
(3,2%, n=25), nedexTsl BpOXKAEHHOTO UMMY-
Huteta (1,2%, n=9).

MonekynspHo-TeHeTUYeCKas  JUarHo-
CTHUKa TO3BOJWIa Bepuduiupoars 59 Ho-
30JI0THI IEPBUYHBIX HAPYIICHU UMMYHHOU
CHUCTEMBbI, MPU ITOM T€HETHUYECKU JHAarHo3
OBLT MOATBEPXKAEH OOJiee YeM B TOJIOBHHE
Bcex cimydaeB [TU]] (63%). ¥V GonpmuHCTBA
MAlMEHTOB C Je(eKTaMu aHTUTEI000pa3o-
Banua, TakumMu kak OBUH n cemexTuBHBIN
negunut IgA, OTCYTCTBYET TEHETHYECKOE
NOJTBEepXkKAeHUE nuarHo3a. Hanporus, namu-
€HThl C KOMOMHUPOBAHHBIMH CHHAPOMAJIb-
HeiMU uMMyHoneduuuramu (KWU) u ne-
(dbeKkTamMu CUCTEMBbI KOMIUIEMEHTA IPOAEMOH-
CTPUPOBAJIIM HAMOOJIBIIYIO JOJIO0 TE€HETH-
YyecKux AuarHo3oB. Hambomee wactoit mpu-
YUHOU reHeTudeckoro auarHosza KW/ ssis-
erca reH IL2RG; KWH ¢ cunapomansHbiMu
MIpU3HAKaAMU — CHHJpOM aenenuu 22ql1.2;
nedextoB antutenoodbpazoBanus — BTK;
nMMyHHOUN mucperymsiuun — AIRE; Bpox-
JNEHHBIX nedeKToB unciaa Wik QyHKIUN ¢a-
rorutoB — CYBB; nedexroB BpoxkaéHHOTO
nMmynutera — CXCR4 u STATI; ayToBo-
criayiTenbHbIX HapymeHuii — NLRP12 nu
NLRP3; nedextoB cucTeMbl KOMILJIEMEH-
ta — SERPINGI; xocTHOMO3roBoi Hemo-
crarouHoctn — FANCA.

N3 774 nanmentoB y 52 (6,7%) pas-
BUJIOCH 55 OHKOJOTHYECKHX 3a00JIeBaHUM,
BKJIto4as nBa ciaydas nocie TI'CK. Menu-
AHHBIH BO3paCT MAaIlMEHTOB HA MOMEHT Jlha-
rauoctuku [IU]] coctaBun 7 mer (oT 2 Me-
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canes 10 52 ner). Jlump y 30% nanueHToB
nuarno3 [TN]] Ob11 yCTaHOBIIEH O BO3SHUK-
HOBEHHUSI OHKOJIOTHYECKOTO 3a00JIeBaHMUs.
Ha gaHHBIH MOMEHT KUBBI 26 HallMEHTOB
(50%), npu 3TOM 3710Ka4YE€CTBEHHBIE HOBO-
o0pa3oBaHMs CTaJIM OCHOBHON NPUYUHOM
cMmeptu. 10 mamueHtam Oblia MpOBEICHA
TI'CK B mepuon pemMuccuu, ABOE€ M3 HUX
ymepio. OHKoIOrH4YecKkue 3a00JeBaHUS
Pa3BUIUCH Y NALIMEHTOB ¢ cUHApoMoM Huii-
MereHa, cuHapomoM biyma, arakcuei-rte-
JI€aHTUAKTa3MeH, TralIoHEeI0CTaTOYHOCThIO
FOXNI1, cunagpomom Buckorra — Onapu-
ya, nepektoM RAGI, X-cueniaeHHbIM JINM-
¢donponudepaTUBHBIM CUHIpPOMOM | THuna,
ramionenocratounocteio  CTLA4, nedu-
nurom HAVCR2, nedumurom DCLREIC,
XPOHUYECKOH IrpaHylIeMaTo3Hol 00J1e3HbI0,
nepuuurom ELANE, cunapomom arak-
cun-nanmuronenun (SAMDOIL), anemuei
@DaHKOHU W ayTOMMMYHHBIM JTHUMQOTPO-
audepatuBHbBIM cuHApoMoM. Cpean OH-
KOJIOTHUYeCKHUX 3a0oieBaHuil mpeolmaganu
aumpomsl (57%) u neitko3sl (29%). Hau-
0oJiee 4acTo BCTpeYadach HEXOMKKHUHCKas
aumpoma (49%, 27/55) ¢ mpeobraganuem
mupdy3Hoit B-kpynHokiierounoir numo-
MbI (20%, 11/55). Y aByX manueHToB B BO3-

pacte 16 mecsmeB u 16 net Obuta AUArHo-
cTupoBaHa mnepudepuyeckas T-KieTodHas
mum¢poma. Cpeau ciiydaeB OCTPOTO JIUM-
dbobmacTHOTO 7NEelKo3a OTMEYaJoCh JIOMH-
HUpOBaHUE T-KIETOYHBIX MOJITUIIOB HaJ
B-knerounsimMu.

B rpynny umMmyHOAE(UIUTOB, BHI3BAaH-
HBIX J€()EeKTOM KIETOYHOTO U T'yMOpasbHO-
ro 3BeHa WMMyHHTeTa (Tabnuma 1), Bomuan
MNAlUEHTHl C TSOKEIBIM KOMOWHUPOBAHHBIM
ummyHonedumutom (TKMH, n=22) u xom-
OounupoBaHHbIM UMMYyHOnehuuurom (KWH,
n=23). Haubonee pacnpocTpaHEHHBIMH HO-
30JIOTUYECKUMU (PopMaMU SBISIOTCS  MY-
taunuu B reHax IL2RG u RAGI1, uyro moa-
TBEPKJIa€T MUPOBBIC HAOMIOACHUSA. YPOBEHb
TCHETUYECKOW BepH(PUKALMKM CpEeAu Tallu-
eHTOB coctaBull 44,4%, 4TO HIUDKE, YeM B
HEKOTOpBIX 3apyOexXHBIX pPErucTpax, Iae
9TOT mokazarenb aocturaet 70-80% [16].
C uenblo ylny4ylieHUs paHHEW TUarHoCTHKU
TKHWH B Pecny6nuke benapycs B 2023 rony
B MuHcke, a ¢ aBrycra 2024-ro — B bpect-
CKOW 00nacT, 3amylieH MUJIOTHBIH MPOEKT
CKPUHUHTA HOBOPOXKIEHHBIX METOJIOM KOJIH-
YECTBEHHOI'O OIPENEIECHUs KONMM IKCUU3H-
OHHBIX Kojel T- u B-knerouHoro penenropa
(TREC u KREC).

Ta6auna 1 — ViMmmyHOIEGUIIUTEI ¢ TOPAKESHUEM KIIETOYHOTO M TYMOPAJILHOTO 3BEHHCB

HMMYHUTCTA
I'pynna | Hozonornueckas Yucno I'enetnuecku Beupsiemocts
0, o
18140 ¢dbopma ITaLlIEHTOB & NIOATBEPKIEHHBIE L Kt I:Iicle%(lggs{o
TsoKEnbIi KOMOMHUPOBAHHBIN HUMMYHOE(QUITUT

IL2RG 6 0,77 6 100 1 0,06

g 2 |RAGI 5 0,65 5 100 1 0,05

z 8 |IL7RA 3 0,39 3 100 1 0,03

2 g ADA 1 0,13 1 100 1 0,01

§ E JAK3 2 0,26 2 100 0 0,02

o 5 | TKHUH 6e3 renetuku 5 0,65 0 0 0 0,05

g E 22 2,84 17 77,3 4 (18%) 0,24

_%t o KomOnHMpOBaHHBIN HMMYHOIEDULINT

o 2 |CD40L 2 0,26 2 100 2 0,02

E\ g MHC II 1 0,13 1 100 1 0,01

§ g KIWH 6e3 renetuku 20 2,58 0 0 9 0,22

=

= 2 23 2,97 3 13,1 12 (52%) 0,25

Bcero 45 5,81 20 44,4 | 16 (35,5%) 0,49
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TpancrnnanTarus TeMOMO3TUYECKUX
ctBonoBbIX KJIeToK (TT'CK) Obuia BEIOTHEHA
7 nanmentam ¢ TKMH u 6 manuentam ¢ KIH,
¢ o0rmieit BKMBaeMOCThIO 69,2 nporieHTa. Y
ognoro manuenta ¢ TKHUH (nedexrt B rene
RAGT1) B Bo3pacte 1 roga Oputa TUArHOCTH-
poBana BDb-nonoxwurensHas auddysHas
B-kpynHokneTounas numdoma. Hecmorps Ha
KOPPEKIIUIO 03 XMMHOTEpauu, OTMEYaIOCh
MIPOrPECCUpPOBaHUE JTUM(OMBI € MOCIEIYIO-
UM JIeTAIBHBIM ucxoaoM [17].

I'pynna cunapomansueix KMH (Tabmm-
na 2) SBISETCA OAHOM W3 CaMbIX OOJIBIIMX
M0 KOJIMYECTBY TMALMEHTOB M COCTAaBISAET
29,7% ot Bcero peructpa [11]J]. Haubonee
YaCTO BCTPEUYATUCH MALMEHTHl C CUHAPOMOM
Hu Jxopmxu (15,7%, 122 nauuenra), cus-
npomoM Huiimerena (3,6%, 28 marueHToB),
aTakcuemn-Teneanruskrazuent (2,3%, 18 nanu-
€HTOB) U cuHJIpoMoM Buckorra — Onapuua
(2%, 16 marueHToB).

BaxxHO OTMETHTB, YTO ypOBEHb I'€HETH-
YECKOW JUArHOCTUKU B JAHHOW TpymIie Co-
craBua 95,2%, 4To BBIIIE, YeM B OOJIBIIMH-
CTBE 3apyOeXHBIX HCCIIeIOBAaHUH, T OH KO-
nebancs ot 70% mo 90% [18]. Hmst rpymmbt
MalMUeEHTOB ¢ cuHapoMoM HuliMerena xapak-
TEPHOM OKa3ajach I'OMO3UIOTHAs Jenenus S5
HyKJ1eoTH10B B 6 ex. reHa NBN c. 657-661
del ACAAA, xoTopas B IuTepaType MoyIydu-
J1a Ha3BaHHE «CIaBsHCKas MmyTtarus» [19].

30% or Bcex 3aperucTpupOBaHHBIX
oHKoslornueckux 3abonmeBanuit npu [TN]]
NPUIUIOCH Ha IPYNIy MAalMeHTOB ¢ Aedex-
tamu penapanuu JJHK. Yactora pasButus
37I0KAQYECTBEHHBIX HOBOOOPA30BaHUU IS
MalUEeHTOB ¢ cuHApoMoM Hulimerena co-
craBuia 36% (10/28), ¢ arakcuel-Teneanru-
skTazuenn — 28% (5/18), ¢ cunapomom biy-
ma — 40% (2/5). B cmekTpe OHKOIOTH4Ye-
CKUX 3aboseBaHUl TMpeobranamu TUMEPOMbI
(58%). Takxe y ABYX MaIMEeHTOB ¢ jaedek-

Tadnanna 2 — KoMOMHUPOBaHHBIE UMMYHOIE(DUIIUTHI, ACCOLMUPOBAHHBIE C TOYHO

YCTaHOBJICHHBIMH CUHAPOMaMU

I'pynna Yucno I'enetnueckn Beupiemocts
Hozonormueckas popma % . % KuBer ua 100 000
T MaIUeHTOB TIOATBEPKIEHHBIE
HaCeJlCHUS
Cumnpom Buckorra — 16 2,07 15 94 | 11 (69%) 0,17
° Onapuya
jus)
5 -
g  |X-cuemnenHas 1 0,13 1 100 | 1(100%) 0,01
%) TPOMOOIUTOIICHHUS
2 Cungpom Huiimerena 28 3,61 27 96 17 (61%) 0,31
E NmmyHOIE QUITUTHI
g | CueHTpOMEpHOR 3 0,39 3 100 | 1(33,3) 0,03
' 5 |HecTaOMIBHOCTBIO U
= = %
g S |aHOMAJHEH NI, ICF
§ % Cungpom bayma 5 0,65 5 100 3 (60%) 0,05
g E FOXN1 AD 6 0,77 6 100 | 2(33,3%) 0,06
E o =
s g |Hlomssii cranpom [l 4 0,52 4 100 | 3 (75%) 0,04
= % JIxopmxu
T E | Cimapon Jln Jxopmi 122 |15,76 122 100 | 122 (100%) 133
2 % l'unep IgE-cunapom 11 1,42 2 18 9 (82%) 0,12
2 o -
g g |Cumapou arakcum 18 2,36 18 100 | 12 (67%) 0,19
= £ |reneaHrnoskrasuu
2 > |Cungpom Ilumvke 2 0,26 2 100 1 (50%) 0,02
Z | Heduuur MYSMI 1 0,13 1 100 | 1(100%) 0,01
8 NEMO-cunapom 1 0,13 1 100 | 1(100%) 0,01
% Cunapom KaOyku 9 1,16 9 100 | 9 (100%) 0,1
.\é PNP-pedurut 2 0,26 2 100 0 0,02
& IKZF3-AIOLOS- 1 0,13 1 100 | 1(100%) 0,01
JneUImT
Beero 230 (29,71 219 95,2 [ 192 (83,5%) 2,51
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toM B reHe FOXNI1 paszBunace auddysnas
B-kpynHokneTouHas aumdpoma.

B rpynme koMOMHMpPOBAaHHBIX HMMY-
HOIE(PUIIUTOB, ACCOLUUUPOBAHHBIX C TOY-
HO ycTaHoBiIeHHbIMU cunapomamu TI'CK
Obla BBINOJHEHA 7 MAlMEHTaM C CHHAPOM
Buckorra — Ouigpuya, 7 naupeHtaM — C
cuapomom Huiimeren, 1 manuenty — c¢
nepexrom rena FOXNI. CmepTHOCTH MO-
cie TI'CK cocraBuna 20%, npu 3TOM BbI-
KUBAEMOCTb IOCJI€ TPAHCIJIAHTALUU Y Ta-
LUEHTOB C cCUHApOMOM HuitMereH cocraBu-
na 100 npoueHTOB.

Jedunur anTuTe1000pa3oBaHus B peru-
CTpE MOXKHO Pa3/I€IUTh Ha: CEJIEKTUBHBIN Je-
¢unur IgA (14,3%, 111 nauueHToB), BTOpOit
10 4aCTOTE BCTPEUYAEMOCTH B JJAaHHOU IpyIIIe
[N — oO6muii BapuabeabHBII HUMMYHO-
nepurur (OBUH) (11,3%, 88 marueHToB),
peke BCTpeyasuch X-CIEMJICHHAs aramma-
moOynuHemust (XLA) (2,6%, 20 manueHToB)
U ayTOCOMHO-PELECCUBHAs araMMarioOyiu-
nemus (0,5%, 4 nanuenta). [Ipu 3TOoM rene-
TUYECKHU MOATBEP)KIEH AUarHo3 auisb B 15%
cinydaeB (35 manuMeHToB), 4TO OOYCIOBICHO
BapHadEIbHOCTHI0 MOJICKY/SIPHBIX Hapylle-

HUH ¥ CIIO)KHOCTBIO B HAXOXKJICHUHU 11€JIEBOTO
rena (tTabmuma 3).

B rpynmne nanueHToB ¢ 00JIE3HIMH UM-
MYHHOM JMCpEryjsiliuy 4amie BCero BCTpe-
YaJIUCh Clly4aud C ayTOMMMYHHBIM JUM(QO-
npoaudepaTuBHbM - curapomoM  (10,9%,
18 mamueHToB), CeMeHHBIM remodaronu-
TapHbIM JuMoructuouuTomom (9,2%, 15
NAIMEHTOB), AyTOMMMYHHBIM IOJHIJIAH]TY-
JASpHBIM cuHApOMOM (7,3%, 12 mauueHTos),
X-cuenjaeHHbIM JuMdonpoiaudepaTUBHBIM
cunapomom 1 u 2 tuma (3,0%, 5 manuesn-
TOB); nAe(eKkTbl T-perynsaTopHbix JIuMdo-
UTOB BbIsiBICHBI Y 11 mamuenToB (6,7%)
(tabnuma 4). I'eHeTHYeCKU MOATBEPKIAEH
nuario3 B 85,2% cinyuas (42 mamueHTa).
[TauueHThl JaHHOM T'PYNIIBI UMEIH CXOXKYIO
KJIMHUYECKYIO KapTHHY ayTOMMMYHUTETA U
JUCPETYJIAINN B COYETAHUHM C DHJIOKPUH-
HBIMH HApYyIICHUSIMH, MOPAXKECHUEM KOXKHU
U BOCIIPUUMYHUBOCTHIO K MHpexnusam. Ile-
CTH MalMEeHTaM C HapyNIEeHUSIMH HUMMYH-
HOM perymsauuu Obina BeimosHeHa TI'CK,
BKJIIOUasg 3 ciydas ceMmeilHoro remodaro-
UTAPHOTO JTUM(POTUCTHOLUTO3Aa, 2 Cllydas
X-cuemiaeHHoro auMonponaudepaTuBHOTO

Tadnamua 3 — [IpeumyiiecTBeHHbIE 1e(EKTHl aHTUTEI

I'pynmoa Yucno I'enetnuecku Bouiiemocts
Ho3zonoruveckas gpopma % N % KuBb1 Ha 100 000
T 1 MAIEHTOB MOATBEPKIEHHBIE HACEICHIL

A-CLCIUICHHaA 20 2,58 20 100 | 19 (95%) 0,21
araMMariioOyJIMHEMHUs
AyTOCOMHO-pELIECCUBHAs 4 0,51 0 0 4(100%) 0.04
araMmarioOyIMHeMHs
Oo01ast BapuabenbHast

2 |nenocraroumoc

~ HEAOCTAaTOYHOCTDb

% (OBUH) 6e3 79 10,21 0 0 | 71(89,8%) 0,86

e T€HETUYECKOro

é MIOATBEPKIACHUSA

g Cungpom

B |axTtuBupoBanHOU PI3K- 6 0,77 6 100 | 6 (100%) 0,06

2 | KMHas3bl JIENbTa

_qg OBUH-PTEN 1 0,13 1 100 | 1(100%) 0,01

| OBUH, NFKBI-neduuyr 3 0,39 3 100 | 2 (100%) 0,03
OBUH, NFKB2-nedunut 5 0,65 5 100 | 4 (100%) 0,05
T'unep-1gM cunapom 3 0,39 2 66,7 | 2 (66,7%) 0,03
;TKT“BHHH ACmuT 11 |14,34 0 0 | 109 (100%) 121
Bcero 232 30 35 15,1218 (93,9%) 2,52

68 Meouko-6uonocuueckue npodremwl Hcuznedesmenvhocmu. 2025. Ne 3(35)



Knunuueckas meouyuna

CUHIpOMA 2 TUNA U OAMH ciy4aill nedex-
ta T-reg (CTLA4). BenkuBaeMocCTh mocie
TI'CK s 3TOM rpynnsl NallMeHTOB COCTa-
BwiIa 50 MpOLEHTOB.

CTOUT OTMETUTh BBICOKYIO JIETallb-
HOCTb CpeId MAIEeHTOB C CEMEHHBIM IeMOo-
(arouuTapHbIM  TUM(OTUCTHOLIUTO30M U
X-CLUEIUIEHHBIM UM QOTIposinepaTUBHBIM
cuHapoMoMm | u 2 Tuna. DTU JaHHbBIE MOJ-
YEPKUBAIOT arpeCCUBHBIN XapaKTep TEUCHUs
3a00J1€BaHUsl U HEOOXOIUMOCTh Pa3pabOTKH
CTpareruil paHHEW IHUAarHOCTUKH, B 4aCTHO-
CTH — BKJIIOYCHHUE 3a00JIeBaHUN B MPOTrpam-
MBI HEOHATAJILHOTO CKPUHUHTA.

Bpoxxaénuble neQeKTbl KOIMYecTBa HIN
¢byHKIMK (haronToB HanbOIIEEe YaCTO BKIIIOYA-
J1 XPOHUYECKYIO TPaHyJIeMaTO3HYI0 00JIe3Hb
(XT'B) (2,8%, 22 manueHToB) U BPOXKIEHHYIO
ueitrponenuto (0,8%, 6 MAIMEHTOB); IPH TOM
TeHETUYECKU MOATBEP)KAEH IUarHo3 B Ooiee
gem 89% ciyuaes (34 maruenra) (Tabnuma 5).
BppKkrBaeMOCTh TAMEHTOB B JAHHOU TPYIIIE
cocraBisieT B 78,9% (30 mamueHToB), 4To OT-
pakaeT CIOKHOCTh B TAKTUKE JICUCHUSL.

Boeimonnena TI'CK 12 manuenTtam ¢ da-
TOLUTAPHBIMU JAe(PeKTaMu, IpU 3TOM OO0JIb-
[IMHCTBO U3 HUX — C KIMHUYECKUM JHArHO-
30M XPOHHYECKOH TpaHyiemMaro3Hou Ooies-
HbIO (6 MaLKUEHTOB), U3 KOTOPBIX 3 MalMeHTa
(50%) >xuBbl. JlaHHBIE TOTYEPKHUBAIOT, UTO
JTUATHOCTUKA U JICUCHHE HMMEIOT PEeIIaloliee
3HAYCHUE IS IPEIOTBPAIICHHSI OCIOKHEHHIA
U YJIy4YIlIEHUS] KaueCTBa )KU3HU MAIIMCHTOB.

JedekTsl BpOXKIEHHOTO MMMYHUTETA B
Pecniybnuke benapych 3apeructTpupoBaHbl y
9 manmenToB (tabnuma 6). ['eHeTuvecku aua-
THO3 OATBEPkAEH B 89% ciryuaes (8 nauueH-
ToB). JlaHHas TpyImIa NalMeHTOB XapaKTepu-
30Bajach NIyOOKUM HapyIICHHEM €CTECTBEH-
HOTO 3B€Ha MMMYHUTETA, TEM CaMBIM CIIOCO0-
CTBYS CHIDKECHHIO BOCIIPUMMYHBOCTH K IIHPO-
KOMY CIIEKTPY MUKPOOpPraHu3MoB. [lanueHTsI
MOJIBEP>KEHBI OaKTePUAIBbHBIM, BUPYCHBIM H
MHUKOOAKTEpHAIBbHBIM HHQPEKIUAM, BKIIOYas
MHBa3UBHbIE TPUOKOBbIEC 3200JI€BAHUSI.

B cBs3u ¢ TakuM TSKENBIM TEUEHUEM 3a-
0oJIeBaHHUA BEDKMBAEMOCTE cocTaBuiia 77,7%,
YTO XapaKTepu3yeT JaHHYIO TPYMITy Kak OIHY

Tadnuua 4 — 3aboneBanus, 00yCIIOBICHHBIE IMMYHHOM JUCPETYIsIHEH

I'pynna Yucno T'enernyecku BeuiBiemocts
py Hozonornueckas gpopma % . % Kubt Ha 100 000
A MALMEeHTOB MOATBEP)KIEHHbBIE

HAaCeJIeHHs
CeMelHbII reMo(paronuTapHbIi o
mnMpoructronntos — UNC13D 1 1.42 1 100 255 0,12
CeMeiiHblil reModaronuTapHsblii o
nmmdorucrronuTo3 — PRF1 ! 0,13 ! S ) 0,01
CeMeliHbIi reMo(arouTapHbIi 3 0,39 0 0 1 (33%) 0,03
JM(OrucTHONHTO3 — 6€3 TeHETHKI
Hedextsr T-reg — LRBA deficiency 2 0,26 2 100 1 (50%) 0,02
=
g | Hdedexrsl T-reg — CTLA-neduuur 3 0,39 3 100 | 3(100%) 0,03
; Hedexrsr T-reg — IPEX 3 0,39 2 100 1 (33%) 0,03
g Hedexrnt T-reg — STAT3 GOF 3 0,39 3 100 | 3(100%) 0,03
Q 9 ~
= AyTOMMMYHHbIH MONUIIAHAYIISIPHBIH 12 1,55 12 100 | 12 (100%) 0.13
= cungpom — AIRE
% X-cremnIeHHbIA
g |mumbonponndepaTuBHbIH cunapoM 1 3 0,39 3 100 1 (33%) 0,03
= tunna— SH2D1A
= X-cuerneHHbIH
§ nmuMbonponudepaTHBHBIN CHHAPOM 2 2 0,26 2 100 0 0,02
2 tina — XJAP
AyTOUMMYHHBII
nuMonposudepaTHBHBIN CHHAPOM 9 1,16 9 100 | 9 (100%) 0,1
—FAS
AyTOMMMYHHBII
nmMponponudeparnBubiii — like 9 1,16 0 0,00 | 9(100%) 0,1
CHHJIPOM
Bce 61 7,88 42 85,2 | 43 (70,5%) 0,66
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Tadnanua 5 — Bpoxnénubie neeKThl KoauuecTBa Wik GyHKIHUN (HarouuToB

I'pynna Yucno l'enernuecku Buisiemocts
py Ho3zonoruueckas dpopma % 3 % KuBel Ha 100 000
M MalUEHTOB IIOATBEPKIEHHBIE

HaCeJICHUs

o | BpoxacéHHas
g HEUTPOIIEHUS ¢ MyTaIluen 6 0,77 6 100 | 5(83%) 0,06
g |Brene ELANE
=
3 Huwmseckas 1 0,13 0 0 | 1(100%) 0,01
S |HedTponeHus
; X-crenjaeHHas
S |ueifTponennus ¢ MyTarueit 2 0,26 2 100 1 (50%) 0,02
E B rene WAS
=
= |Aetmr e 2 0,26 2 100 0 0,02
s | aefiKouuTos
2 X-cuerieHHas
=)
gz |xPommicckad 2 |2.84 22 100 | 18 (90%) 0,23
£  |rpaHynemaro3Has
% 6oe3Hb
X AyTOCOMHO-peLieCCUBHAs
g |IPormeeres 3 0,39 0 0 | 3(100%) 0,03
& |TpaHynemaro3Has
g [OomesHb
:% GATA2-nedpuiur 2 0,26 2 100 | 2 (100%) 0,02

Bce 38 4,91 34 89,47 130 (78,9%)

13 TpeOyroux Hanboee paHHel TUarHoCTH-
KM, TIOCKOJIbKY BKJIFOUAET P TSKEIBIX OC-
JIOKHEHH, B TOM YHCIIE CETICHC.

B rpynne nmanueHTOB € ayTOBOCHAJIH-
TEeIbHBIMH 3a00JICBAHUSIMU 3aPETUCTPUPO-
BaHO 29 cnyyaes, uTo coctaiuser 3,75% ot
Bcex maunueHToB B peructpe [TUJ] (Tabnu-
na 7). [larmeHTsl TaHHOM TPYIIIBI XapaKTe-
pU3YIOTCS PA3HOOOpPA3HBIMH HAPYIICHUSIMHU
B MMMYHOJIOTUYECKMX MEXaHH3MaxX ToJIe-
PAHTHOCTH C TETEPOTEHHOCTHIO TEHEeTHYe-
CKUX HapyIICHUH, MPUBOSIINX K Ype3Mep-
HOM aKTHBAllMM WJIM CaMOpa3pyLIEHUIO, YTO
MPOSIBIISIETCS BOCHAJIUTEIbHBIMU IIpoIlecca-
MH, ayTOUMMYHHBIMH H ayTOBOCIAJIUTEIIb-
HBIMU CHUHJIpOMaMH. [ eHeTHUeCKuii AUarHos
noaTBepxkAEH y 16 mamuentoB (55%), yto
OoTpakaeTcs B pazHOOOpa3uM Kak KIMHHYE-
CKMX CUMIITOMOB, TaK M Y4aCTBYIOIIHX B MO-
JIEKYJISIPHBIX MEXaHU3MaX.

TI'CK Obu1a BeIIOIHEHA UL | TAIHEH-
Ty ¢ nepumtom HAVCR2. Hecmotps Ha 3710,
BBDKMBAEMOCTh COXPAHSETCS Ha BBICOKOM
ypoBHE — 96,5%, uTO 00YCIOBIECHO MPABUIIb-
HBIM BEJICHUEM JIAHHBIX MAIMEHTOB C YUYETOM
WX UIMMYHOJIOTHYECKUX TAHHBIX.

70

JledexTsl cucTteMbl KOMILIEMEHTA JIOCTO-
BEPHO MOATBEPXKJICHBl Y BCEX BBISBICHHbBIX
105 manuenTtoB (Tabnuua §), Ipu TOM BBIKH-
Bae€MOCTh B JaHHOU Tpyrie coctasisieT 100%,
YTO 00YCJIOBJIEHO pAaHHUM BBISIBIIEHHEM U TOY-
HOCTBIO IOCTAHOBKY T'€HETUYECKOT'0 INarHo3a.
JlanHasi MHOTOYMCIIEHHAs TpyMIa Obuia mpes-
CTaBJIeHa B OCHOBHOM MAallME€HTaMH ¢ 1e(puiu-
toM uHruouropa Cl-sctepaspl. C moMomibo
TEXHOJIOTHI CEKBEHUPOBAHUSI T'€HETHYECKUE
HapyleHus ObUiM auarHoctupoBasbl B 100%
ciydaeB. Hanbonee yacto myTranuu BcTpeya-
muck B reHe SERPINGI [8, 9].

JlaHHas rpynmna nauueHTOB KJIWHHUYE-
CKHM XapaKTepH30BaJIach MOBBIIIEHHON UyB-
CTBUTEIBHOCTHIO K MH(EKUMOHHBIM areH-
TaM, a TaKKe HMeja JIPYyrue HapylICHUs,
BKJIIOYasi ayTOMMMYHHBIE U SHIOKPHUHHbBIE
HapylIEeHUS.

B rpynme nanmeHTOB C  BBISBICHHOM
KJIMHUYECKOH M MOp(OJIOrH4ecKkol Heao-
CTaTOYHOCTBHIO KOCTHOTO MO3ra BBISIBJICHBI
25 mamueHToB (Tabnuna 9), mpu 3TOM reHe-
TUYECKU MOATBEPKIEeHbI Ulb 36% ciaydaes
(9 manueHTOB) ¢ BBLKMBAEMOCTBIO B 64% (16
MAIKEHTOR).
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Tadnamua 6 — JledexTs! BposKAEHHOTO MMMYHHUTETA

I'pynna | Hozonmornueckas |  Yucn I'enetnuecku Bouipiemocts
124 O30RIoTHHCC 10 % cretiee % Kusel Ha 100 000
18150 ¢dopma MallHEHTOB MIOATBEPKAEHHBIE

HaCCNICHUSI

- STATI GOF 3 0,39 3 100 3 (100%) 0,03
s JOeHUIUAT
= o WHIM cunznpom 3 0,39 3 100 |2 (66,7%) 0,03
:g E Hedexr
g g |Cospeatui 1 0,13 0 0 0 0,01
2 & |CCTEeCTBEHHBIX
e
j ! o
it 2 0,26 2 100 2 (100%) 0,02
= JeUIHAT

Bce 9 0,8 8 89 7 (77,7%) 0,1

Tabauna 7 — AyTtoBocHaluTeNbHbIE 3a001€BaHUS

I'pynna Yucio I'eneTnuecku Buipiiemocts
Py Ho3zomoruueckast popma % o % JKuBb1 Ha 100 000
TN MAIUEHTOB TIOATBEPXKIEHHBIE

HaCEeJICHUsI
STING-accouunpoBaHHas 0
Backynonarusi, TMEM173 2 0.3 2 1o 107 0,02
T'uniep IgD cunapom 2 0,3 2 100 | 2 (100%) 0,02
Afikapii — [yThepeca 2 0,3 2 100| 2 (100%) 0,02
w | CHHIPOM
E ADA?2 nedunut 2 0,3 1 50 | 2(100%) 0,02
8 CemeitHbI# X0J10J0BOH
é ayTOBOCIAIUTEIIbHBIN 4 0,6 4 100 | 4 (100%) 0,04
8 | cunapom
% Cewmeiinas
E CpeIr3eMHOMOpCKas 3 0,45 3 100 | 3 (100%) 0,03
E JIMXOpaJIKa
5 | CDC42-nedpuuur 1 0,15 1 100 | 1(100%) 0,01
E HAVCR2-pepunur 1 0,15 1 100 | 1(100%) 0,01
=] -
¢ |PFAPA-cunnpom 4 0,6 0 0 | 4(100%) 0,04
<? (Mapanna)
AyTOBOCTIATUTETIFHBIE
CHHIPOMEI O¢3 8 1,0 0 0 | 8(100%) 0,09
TEHETHYECKOTO
MO/ITBEPIKICHUS
Bce 29 3,75 16 55 |28 (96,5%) 0,31
Bui6oowt 0 KJIMHHUYCCKUX OCOOCHHOCTSX, JUArHOCTH-

PacopocTtpanénnocts I[IN]] B Mupe sB-
JA€TCS OAHUM M3 KIIOYEBBIX JIHIEMUO-
JOTUYECKUX TIOKa3aresaey, IO3BOJISIOIUX
(hopMUpPOBaTh ONTHUMAJIBHYIO TOJIHTHKY 00-
IIECTBEHHOI'O 3pPaBOOXPAHEHMsI B OTHOILIE-
HUM UX JICYCHUS ¥ MPOPIIAKTUKH HA TOCY-
JAPCTBEHHOM W MEKIyHapOAHOM YPOBHSX.
C mnomoIpio perucTpoB yaa€rcss MOKaszarh
pa3iauuus YTHUYECKOH reorpaguueckoi pac-
npoctpan€énHoctu [IM/], mony4nts naHHbBIE
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K€ M BapUaHTaX JICYCHUS.

l'enetnueckas u (eHOTHNUYECKAs He-
onHopoxHocts [IM]JI 3arpyaHser cBoespe-
MEHHYIO U TOYHYIO JUAarHOCTHKY, MPETST-
CTBYS CBOCBPEMEHHOMY JICUCHUIO TaIMEH-
ToB. [losiBNeHue CEKBEHMPOBAHHS HOBOTO
nokoaeHust NGS u WGS o0iierdymino BBISB-
JIGHNEe paHee HEHM3BECTHBIX TE€HETHYECKHX
noBpexaeHuii. Metonbst NGS BkIIOUMIH
cekBeHupoBaHue 1enoro sk3oma (WES),
KOTOPOE€ MOXXHO HCIOJIB30BaTh IS OOHa-
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Tadnmua 8 — JlepuuuTel CUCTEMBI KOMILUIEMEHTA

I'pynma Ho3zonoruueckas Yucno l'enernuecku Boupasemocts
IE[}E/II[ ¢dopma MAlUEHTOB s MIOATBEP)KAEHHBIE L Kzl ua 100 000
P & AITBEPAA HACCIICHHS
<
3 g | |DobmmTHETEGHTOPA | o, | 3 43 104 100 | 104 1,13
=2 C1 screpass
(] = o
E 2 E C2 neduumt 1 0,13 1 100 1 0,01
g |Bce 105 13,56 105 100 105 1,14
Taﬁnnua 9 — HCI[OCT&TO‘-IHOCTB KOCTHOI'O MO3ra
Hozonornueckas Yucno I'enernuecku Bougisemocts
I'pymma I[MA Y%t B % | XKuser | =Ha 100 000
hopma MAI[EHTOB MTOATBEPIKIEHHBIC
HaCCIICHHS
14
Anemvust DaHKOHU 23 3,5 7 30,4 (56%) 0,25
0
Henocrarounocts [ o™ o 2 0,32 2 100] 2 0,02
KOCTHOT'O MO3ra Te
Bce 25 3,23 9 36 (64%) 0,27

pyKE€HUsI MyTallMil B TeHax, KOAUPYIOIIUX
o6enku u PHK, u cexBenupoBanue WGS —
JJIs1 KOMIUIEKCHOTO CEKBEHHPOBAHHSI BCETO
reHOMa, BKJII0Yast HHTPOHBI.

Yacrora BcTtpeuaemoctu IIMJ] B bena-
pycu B 2025 roay coctasiuser 8,5:100 000
xKutene. JlaHHble comocTaBUMBI CO CTpa-
HaMu Bocrounoii EBpormnsl u Beille, 4eM B
Poccum (1,3:100 000) u Yxpaune (1,78:100
000). C 2005 roga B Pecniybnuke benapych
BenETCA LieJIeHanpaBlieHHas paboTa 1o oka-
3aHUI0 MEJUIIMHCKOM MOMOIIM HalueHTaM
c I[IN]JI. Ha ToT MOMEHT B cTpaHe OBLIO Be-
pUPUIHPOBAHO U 3aPETUCTPUPOBAHO BCETO
53 cnyuas, HO 3a NOCJENYIOIINE To/Ibl KO-
JWYECTBO THUArHOCTUPOBAHHBIX 3a00JieBa-
HUM yBennumioch Oosiee uem B 14 pa3. B
utore Ha Hadano 2025 roma Pecnybnukan-
ckuit peructp [IN]] Pecnybnuku benapyce
BKJItOYaeT 774 mauueHTa, u3 KoTopbix 53%
COCTaBISIOT MYX4YUHBI U 47% — >XeHIIu-
Hbl. TT'CK 6b11a BeimosiHeHa 49 nanueHTam
(6,33%), BBIKMBA€MOCTh IIPHU ATOM COCTa-
Buia 71,4 npoueHra.

MonekynsapHO-reHeTuYeCcKasi TMarHoCTH-
Ka MO3BOJIMJIA BepUHUIMPOBaTH 59 HO30510-
Ui NEPBUYHBIX HAPYIICHUWH MMMYHHOH CH-
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CTEMbI, IPU 3TOM I'€HETHYECKU JTUarHo3 ObLI
NOATBEPKAEH Oojiee YeM B MOJIOBUHE CiIyda-
eB [TN/1 (63%). C nenpto yayulieHus paHHEH
JMAarHOCTUKU TaKke pa3paboTaHa TEXHOJO-
rus myasTaILIeKcHOU TP st konnuecTsen-
Horo onpenenenusa konuii TREC u KREC y
MAUCHTOB C MPEANONIOKUTEIbHBIM JUATHO-
3oM TKHMH, kotopas ommyaercs NpoCcToToM,
BBICOKOM UYyBCTBHUTEJIBHOCTBIO M CIIELU(HY-
HOCTBIO ¥ MOXET HCIIOJIb30BaThCS B KAYECTBE
71a00paTOpHOTO TE€CTa MEPBOM JIMHUU ISl 00-
HapyxeHus TKHH.

[ToCcTOAHHBIN €KEroHbIA POCT BBISIBIIC-
HUs HOBbIX cityyaes [1M]] nomuépkuBaer npo-
IPECCUBHOE YIYYIIEHHE OCBEIOMIEHHOCTH
Bpayeil 0 MEepBUYHBIX HAPYIICHUAX WMMYH-
HOW CHCTEMBI, XOTS HEOOXOAMMBI JOTOJIHU-

TEJIbHBIE MEPHI B 3TOM HAIIPABIICHUM.
Aemopvl 3aa61510Mm 00 OMCYMCMBUL KOH-
Gruxma unmepecoas.
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REGISTRY OF PRIMARY IMMUNODEFICIENCIES IN THE
REPUBLIC OF BELARUS: 20-YEAR EXPERIENCE

Primary immunodeficiencies (PIDs) are a heterogeneous group of diseases caused by ge-
netically determined congenital defects of one or more components of the immune system.
The prevalence of PIDs worldwide is one of the key epidemiological indicators that allows
for the formation of optimal public health policies regarding their treatment and prevention at

Meouko-6uonocuueckue npobnemwl xcuznedesmenvhocmu. 2025. Ne 3(35) 73



M.B. benesyes, C.O. lllapanosa, U.E. [ ypvanosa u op.

the national and international levels. With the help of registries, it is possible to demonstrate
differences in the ethnic and geographical prevalence of PID, and to obtain data on clinical
features, diagnosis, and treatment options. Since 2005, targeted work has been initiated in the
Republic of Belarus to provide medical care to patients with PID. As of the beginning of 2025,
the Republican PID Registry of the Republic of Belarus includes 774 patients. The constant
annual increase in the detection of new cases of PID highlights the progressive improvement
in physicians’ awareness of primary immune system disorders, although additional measures in
this direction are clearly necessary.

Key words: primary immunodeficiencies, Republican registry, next generation sequencing
NGS and WGS, TREC, KREC
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