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ITepBuunbie nMmmyHoneduuuntsl (ITUJ1) —pa3HopoaHas rpyrina reHeTU4eCKu JeTepMUHUPOBAHHBIX
3a0oJieBaHUi, BKItoyaronias 6osee 330 Ho3osoruii. PanHee BoisiieHue [T v nonbop amekBaTHOMN
Teparuy CYIIECTBEHHO YJIy4IllaeT TTPOTHO3 3a00JIeBaHMsI, TIOBBIIIAET KAaYeCTBO M TIPOAODKUTEILHOCTh
KW3HU MaieHToB. OCHOBHBIM MHCTPYMEHTOM JIJIS pEIIeHUs TTOCTaBJICHHBIX 3a1a4 SIBIISICTCS CO3MaHIe
peructpa [TW]J1. Permonansusiii peructp TN Pecniyonmmku bamkoproctan (PB) co3man Ha 6a3e Pe-
CITyOJTUKAaHCKOM neTcKoil kimmHudeckoit 6oabHuUIbl (PIIKB) r. Yo u x mapty 2019 roma Bkirouan 223
yesnoBeka. B Hacrosiiee BpeMs B PIIKDB r. Yol HaGmonaroTest 126 meteit, 43 malueHTa rnepeBeneHbl
BO B3pOCJIYIO ceTh. OTIMYMTETbHBIMUA OCOOEHHOCTSIMU perroHaibHoro peructpa Pb sBisieTcs Hanuuue
MaIMeHToB, KoTophiM auarto3 [TU]] yctaHOBJIEH Ha ayTOIICUU, a TAKXKE OTCYTCTBUE OOJIBHBIX C CUHIPO-
MoM HwuitmMureH. PelteHre BOIIpOCOB, CBSI3aHHBIX ¢ TMAarHOCTUKOM 1 tedeHreM [T /], BO3MOXKHO JIUIITH
IIPY TOCYIapCTBEHHOM MOIIEePKKE M COBMECTHOM paboTe Bpadeil pa3IMIHBIX CITeIIMaTbHOCTEH.
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ITepBuuHbie uMMyHoaeduuTsl (ITHU) —pa3Ho-
pOmHAasl TpyIMIla TCHEeTUYEeCKU AeTepPMUHUPOBAHHBIX
3aboyieBaHMil, BKItoyalolass oosiee 330 Ho30J10-
ruit [1,2]. HecMoTps Ha Tiporpecc BBHICOKOTEXHO-
JIOTUYHBIX J1a00PaTOPHBIX METOOUK, KIMHUYECKIE
aCMeKThI TTO-TIPEXKHEMY UIPalOT OCHOBHYIO POJIb Ha
paxHeM starte nuarHoctuky [THU]] [2]. Pannee BbI-
saieHue [T /I u mondop ageKkBaTHOM Teparnuu Cyliie-
CTBEHHO YJIYYIIIAIOT IIPOrHO3, MOBHIIIAIOT KAYECTBO
U TIPOJOJKUTEIbHOCTD XKM3HU TTalMeHToB [ 1—3].

OCHOBHBIM MHCTPYMEHTOM ISl PEIIeHUs IO-
CTaBJCHHBIX 3aJay4 sIBJISIETCSI CO3daHUe perucrpa
I/ [2]. CBoeBpeMEeHHOE U CUCTEMAaTUYECKOE TO0-
nonHeHue 6a3bl JaHHbIX [TV ]I B MaciiTabax cTpaHbl
HEBO3MOXKHO 0€3 CO31aHUsI U TTOJTHOLIEHHOM paboThI
pEeTHMOHAJIbHBIX PErucTpoB. Perucrpanus mamueH-
TOB SIBJISIETCSI OCHOBaHWEM JIs1 CO3IaHUSI 3aKOHO-
JlaTeJIbHbIX JOKYMEHTOB, HallpaBJIEHHbIX Ha MOBbI-
lIIeHWE KayecTBa NUArHOCTUKU M jgedeHus [T/,
OLIEHKM AUArHOCTUYECKOIo MOTEeHIMaa peruoHa,
IUTAHUPOBAHUSI MEPOIIPUSITHUI 10 BBISIBJICHUIO T1a-
TOJIOTUH, B TOM 4YHCJIe MOBBIIIEHUS MH(GOPMUPO-
BaHHOCTH 1o Bornpocam TNl y3kux crieliuaamucToB
U Bpayel mepBUYHOTrO 3BeHa [3].
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Pecuonanvuwiii pecucmp nepeuunvix ummynodeguyumos Pecnyoruxku bawkopmocman

Perucrpanus nanuenTosn ¢ [T/ B Pecniyonuke
bamkoprocran (Pb) ocymectsasiercs ¢ 1998 roma
Ha 6a3e PIKB r. Ydub1. B 2005 rony 0600111eHbI JaH-
Hble 72 manueHToB, K Mapty 2019 roga KoJM4ecTBO
OOJBHBIX YBEIMYMIOCHh 00 223, nmaHHbIe 184 60b-
HbIX BHeceHbl B HallMoHaJIbHbIM POCCUICKUIA pe-
TUCTP.

Ho3zonornueckas crpykrypa IIW B peructpe
Pb npexacrasieHa ciaeayiolMMy rpynnamMu 3adosie-
BaHUI: BpOXKAEHHBIE Ne(eKThl aHTUTEI000pa3oBa-
HUs — 63,6%; ayToBocHaauTeIbHbIE 3a00JIeBaHUS
(A3) — 8,2%; KoMOMHMPOBaHHbIC UMMYHOAC(HOULI-
TBI ¢ cuHapoManbHol maronorueit (KM ¢ CIT)—
8,2%; HapylleHUsI KJIETOYHOTO U TYMOPaJbHOTO
3BeHa —8,2%; nedekTol KoMmIieMeHTa—4,9%; He-
yrouneHHble [TWUJ1—4,4%; nedekTsl harouurosa —
2,2%; I ¢ ummynHoit nucperynsumneit (M) —
1,6%; T1N]J yrouHeHHsiii—1,1%. B HacTosiiee
BpeMs 13 184 manmuenToB B PIIKB r. Yu1 Habmona-
1oTcst 126 nereit, 43 nepeBeieHbl BO B3pOCIYIO CETh,
ymepiau 15.

I'ymopanbHblie nedeKThbl MpeacTaBieHbl CeaeK-
TUBHBIM JIe(PULIMTOM UMMYyHOIJIOOYIrHA A (98 yeno-
BeK), o0l1eli Baprade1bHO HeaocTaToOuYHOCThIO (10)
u aramMariooynuHemueit (9). I'pynina A3 BKiItoyaeT
cu"apoM Mapianna (9), PAMI (1), nepuonuye-
cKyto nuxopanky (3), MyJIbTU(GOKAILHBII OCTEO-
muerurt (2). B rpyrmmy KWJI ¢ CI1 BxomsiT cmHapoMm
Buckorra-Onnpuya (4), cunapom du JIxxopmxu (3),
runepuMmyHornooynuHemus E (3), cungpom Jlyu-
bap (2), neduuut nurasel 4 (1). TKAH ycranosne-
Ha y 13 mauueHTOB, BpOXIeHHbIE 1e(DEeKThl CUCTE-
MbI KOMILIEMEHTa — y 9, U3 HUX HaCJeACTBEHHbIN
anrnoneBpotndyecknii otek (HAO) — 3. Cpemn
nedexToB, ¢ nposiBiieHUsiMuU B Buae M: neduuut
CTLA —4 (1), ayroummyHHBI (1) 1 BOb-accoum-
upoBaHHBIN (1) TuMdonpoandepaTuBHbIe CUHIPO-
MbI. JledeKThl cucTeMbl (harouro3a; [MUKInJecKast
HelTponeHus (1), XxpoHudeckas rpaHyJieMaTo3Hasl
60ne3Hb (3). B rpynmy ¢ yrounennsim [TH ] Bxonut
IgG4-cBa3antoe 3ab6oneBanue (2).

OTIUYNTETEHBIMUA OCOOEHHOCTSIMU PETMOHATb-
Horo peructpa Pb sBnstrorcs: BkmoueHue 39 mamm-
eHTOB (18%), koTopbiM auarHo3 [T ]I yctaHoBIEH
Ha ayTOIICMU; OTCYTCTBUE OOJIBHBIX C CUHIPOMOM
HuiimureH, oOyciioBIeHHOE HallMOHAJIbHBIM CO-
CTaBOM peruoHa; ceMeinbie ciaydau [Tl cpean
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MMalMeHTOB C araMMarjio0yJInHeMUe, CHHIPOMOM
Jlyu-bap, XI'b, HAO; cny4yaii arammarjioOyianHe-
MUHU, BepUGUILIMPOBAHHON Y T€BOYKMU.

B noxxmn3HeHHO 3aMeCTUTEIbHOI TepaIliu Bbl-
COKOJIO3HBIMM BHYTPUBEHHBIMU UMMYHOTJI00YIN-
Hamu (BBUT') Hyxnatorcs 25 neteii u 12 B3pOCbIX.
B pamkax oka3zaHusI BbBICOKOT€XHOJOTMYHOI Me-
IunuHcKol momomu Ha 6a3e PJIKDB nmposoanTces
tepanusit BBUT B «pexkume HachIlLieHUs», aMmOyia-
TOPHO — aHTUOAKTepUaIbHasI, IIPOTUBOTPUOKOBASI,
IIPOTUBOBHUPYCHAsI, a TakKxKe TapreTHasl Tepartus
CUPOJIMMYCOM, PYKCOTUTUHUOOM, PUTYKCUMAOOM,
abarouenToM. [TanmmenTter ¢ HAO monygarot bepu-
HepT. TpaHCIIaHTaIXSI TeMOITO3TUYECKIX CTBOJIO-
BBIX KJIETOK IIPOBEACHA B YCIOBUSIX (DemepaabHbIX
ueHTpoB 10 mauuentam ¢ TKMH, cunnpomom Bu-
ckotta-Onapuua, U, A3.

[anpHelilee coOBepIICHCTBOBAHUE MMMYHOJIO-
TMYECKOU ToMOILIM AeTcKkoMy HaceneHuto Pb He-
MOCPEACTBEHHO CBSI3aHO ¢ OTKpbITHEM B 2021 romy
PeruonanbHoro oHkoremarojiorndeckoro LleHTpa
Ha 6a3e PIIKDB r. YdrrI.
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Primary immunodeficiency (PID) is a diverse group of genetically determined diseases, including
more than 330 diseases. Early detection of PID and selection of adequate therapy affects the prognosis
of the disease, improves the quality of life and life expectancy of patients significantly. PID register is the
main tool for solving the tasks. Registration of patients with PID in the Republic of Bashkortostan (RB)
is carried out on the basis of the Republican Children Clinical Hospital (RCCH) of Ufa and at March
2019, the number of registered patients increased to 223 people. Currently, 126 children are observed
in the RCCH of Ufa, 43 patients have been transferred to the adult network. Distinctive features of the
regional register of the RB are the presence of patients for whom the diagnosis of PID was set at autopsy
and the absence of patients with Nijmegen syndrome. The solution of current problems related to the
diagnosis and treatment of PID is possible only with state support and teamwork of doctors of various
specialties.
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