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BBepeHue

MonekynapHoO-reHeT4Yeckne fedekTbl HepeaKko NpUBOOAT K
CTOVIKMM VMMYHHbBIM ANCPYHKUMAM. B HacTosiliee Bpemst
n3BecTHo Gonee 140 BapWaHTOB HaCEACTBEHHbIX UMMYyHOME-
uumTos [1]. YactoTta nx kKonebnetcs B 3aBUCUMOCTU OT hOPMbI:
ot 1:1000 go 1:5000000 [2]. HecmoTpst Ha pedkyto BCTpedae-
MOCTb, TSXKECTb TedeHWst DONbLUMHCTBA 3aD0NeBaHMN 13 3TOM
rpynnbl AUKTYeT HeoOXOAMMOCTb UX AETalbHOro M3y4eHust C
Lenbio ONTUMM3aLLM MeOMLMHCKOW MOMOLLM NaLMeHTaM C AaH-
HOW naTonorven.

KnmHundecku nepBudHble (HacneacTseHHble) MMMyHodebu-
UWTbI AeOoTVPpYIOT NPerMYyLLECTBEHHO B AETCKOM Bo3pacTe [3].
OCHOBHOW X YepTon ABNAETCA HeafekBaTHas BOCMPUMMYM-
BOCTb K MHMeKLmsM [1]. Ocobyio rpynmny COCTaBNoT NepBUYHbIe
VIMMYHOOEPULMNTBI, COHETAOLLIMECS C APYTVIMU 3HAYUTENbHLIMM
HapyLleHVsaMW. Hapagy co CHvXeHveM NpOTMBOMHMEKLIOH-
HOW 3aLLMTLI NPK 3TVX 3aboneBaHUsX MMeeTCs NaTonorus apy-
MX OPraHoB M CUCTEM: MOSINIHAOKPUHOMNATUM, TSXKENbIe Hapy-
LUIEHNS HEPBHOW CUCTEMbI, AedeKTbl KPOBETBOPEHMS, MOPOKM
Pa3BUTUA OMOPHO-ABUIraTEILHOIO anmnapata, MOPaXXeHNs KOXU.

Lenb nccnepoBaHua: M3y4uTh pacnpoCTpaHeHHOCTb Mep-
BU4HbIX UIMMYHOLEMULMTOB, CBA3AHHbLIX C APYTVIMUN 3HAYUTENb -
HbIMW JedeKkTaMm, OLEHUTb CBOEBPEMEHHOCTb AMArHOCTUKM 1
Ka4ecTBO NeveHnsa AaHHOW natonormm B [NepMckoM Kpae.

MaTtepuansi n meToabl

3a ABaguaTMneTHU nepuog, YHKUMOHMPOBAHWNSA LETCKOM
VIMMYHOrorieckon cnyoObl B MepMckom pervioHe Habnioaa-
nock 15 geten C NATbIO Pa3HOBUAHOCTAMY MEPBUYHBIX MIMMYHO-
0edPuLMTOB, COHETAIOLLIMXCA C APYTVIMM 3HaYUTENbHBIMM Jedek-
TaMu: cMHApomoMm Jlyu-bap, cuHapomMomM HummereH, crHapo-
MOM BuckotTa-Ongpuya, ayToMMMYHHBIM MOMN3HAOKPVHHBIM
cHapoMoM 1-ro Tuna (AMTC) n MMMyHOAEMULMTHBIM COCTOS-
HMeM C YKOPOYeHneM KoHe4HOCTel. [TpoaHanv3mpoBaHb! cBoe-
BPEMEHHOCTb AMArHOCTUKM, OCODEHHOCTM TEYEHUS U 1CXombl
3aboneBaHNs y NaLMEHTOB 3TOM rpynnbl. Bcem 6ombHbIM NpoBe-
[leHO MoJHoe  KIMHKKO-nabopaTopHoe —obcniefoBaHMe.
KoHLEeHTPaLLMIo OCHOBHbIX KITAaCCOB CbIBOPOTOYHbBIX MMMYHOTI0-
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B cTatbe oueHeHa 4acToTa Co4eTaHus reHeTUHeckux CUHAPOMOB C MMyHoAedUUUTaMK B
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The frequency of genetic hereditary syndromes in Perm region, clinicolaboratory characteristics of
nosologic forms, the value of adequacy and timely of therapy in patients with this pathology are pre-
sented in article «Genetic syndromes associated with immune deficits». Also the authors analysed
the outcomes of diseases observed in children.

KKey words: genetic hereditary syndromes, immunodeficiencies, Perm region.

Oyn1HOB onpedensany MeToAoOM paamanbHOM UMMyHOANDdY-
31K B renie No MaH4mHU. KNeTouHbIM MMMYHUTET OLEHMBaNM
nepBoHayYanbHO MeTodoM E-po3eTkoobpa3oBaHus, 3aTeM —
VIMMYHO(EHOTUMVPOBaHMEM NMMEOLMTOB METOAOM MPOTOM-
HOW LMTOMETPUM C UCMOSb30BaHNEM MOHOKIOHAMbHbBIX aHTW-
Ten. MeHeTnyeckoe obcneaoBaHMe NPOBOANIOCH ABYM NaLMEH-
TaM C CMHOPOMOM HunmereH 1 ogHomy — ¢ ATIC.

Pe3ynbTatbl 1 UX 06CyXkaeHue

HecmoTps Ha HacnencTBeHHylo npupody 3aboneBaHum, y
MaUMEHTOB He YAaNoch BbIBUTb XapaKTepHbIX 0COBEHHOCTEN
CemMenHOro aHamHe3a. JlLb B OHOW CeEMbe OTel, IBYX AeBOYEK
c AMNIC ctpagan kKaHAMO030M.

CamoM pacnpoCTpaHEHHOW U3 M3y4aeMblX HO30M0MYeCKmMX
opm Ob1n AMIC. 3a 20 net 370 UMMyHHOAEMDULMTHOE COCTOS-
HVe OMArHOCTMPOBAHO Y 8 IeTeN 1 OOHOM B3POCTON XEHLLMHDI.
3aboneBaemoctb coctaBnsana 1:333000. Cpenm 3aboneBLumx
npeobnaganv nnua xexHckoro nona (89%). Havbonee 3akoHo-
MepHbIMK nposiBRieHnaM ATTC Obinn rprbKoBble NOpaXeHus
KOXXM U CIIM3NCTBIX U NPU3HaKKM rnonapatpeosa. CyopoXKHbIN
CUMHOPOM, MPUHMHOM KOTOPOro Obila Bbi3BaHHAs AedULTOM
NapaTropMoHa rMnokanbLemMms, SBASICS OCHOBHOM MPUHMHON
yrnyoOneéHHoro KnnHu4eckoro obcnefoBaHns. B nocnenytowem y
TPEX NaUMEHTOK NOAPOCTKOBOro BO3pacTa MMeNIo MeCTo Nnpurcoe-
OVHEHVe XPOHWYeCKoW HaAno4e4HVIKOBOW HEL0CTaTO4HOCTU U
aYTOVIMMYHHOTO TpeonamTa; y 4-1 AnarHoCTMpPOBaH MnoroHa-
Ov3M. Y NonoBWHbl HabMOAABLIMXCA OETell OTMEeYaninchb peLn-
OVBMpYtoLLve BakTepuarbHble MHEKLMM, Y OOHON CHopMUpPO-
BaNlacb XpoHMYecKast THeBMOHMS. J1eTanbHOCTb 3a Bpemst Habnto-
[eHns coctaBuna 22%, BbI3BaHHas NEYEHOYHOW HeO0CTaTO4HO-
CTbiO Ha (POHE ayTOMMMYHHOrO renatmTa, pPasByBLLErocs y ABYX
[EBOYEK 13 OAHOW CeMbM. DHOOKPUHOMATUM, DakTepuanbHble
VHGEeKUMN 1 KaHAMO03 NPy aAeKBATHOWM COBPEMEHHOW Tepanmu
He SBRSNNCE NPUYMHOM HEBNAroNPUSTHOMO NCXOAa.

CNHOPOM HUMMeEreH AMarHoCTMpoBaH y AByx faetel (y obonx
NOATBEPXKIEH NPUY reHETUYECKOM McCneaoBaHnm). Oba naume-
Ta MeNV XapakTepHble (DeHOTUNMYECKEe MPU3HAKM: MUKPOLe-
anuio, «NTUYbe NNLO», OAHAKO AMArHO3 OblN YCTaHOBNEH B 7 U
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14 net [4]. Y 7-neTHel neBoYkm 3aboneBaHmne NposBLIOCh Pa3-
BUTMEM OCTPOrO NMMMcOONIACTHOrO Nenko3a, HebnaronpusTHoe
Te4eHie KOTOPOro NPYBENO, HECMOTPS Ha aKTUBHYIO Tepanuio, K
neTanbHOMY Mcxogy. HeTbipHagLaTUNEeTHUA ManbYnK CTpagdan
XPOHUYECKMMW  BOCTManuUTeNbHbIMK  3aboneBaHusamu  JIOP-
OpraHoB: YacTbIMM 0BOCTPEHUSIMI XPOHUHECKOTO PUHOCUHYCU-
Ta, XPOHWMYECKMM Me30TUMMAHWTOM. JnnTtensHas perynapHas
Tepanus BHYTPUBEHHBIMU MMMyHOrnoOynHamu (B TedeHne
HECKOMbKMX MeCALeB) NpuBena K MonoXMTebHbIM pe3ybTa-
TaM. MogpocTok Obin nepefaH BO B3POC/YIO CETb B YAOBMIETBO-
PUTENBHOM COCTOSIHUI CO CTOMKOW PEMUCCUEN.

C aTakcuel — TeneaHr1oskTasnen Habnoganucb asa pebeH-
Ka. 3abonesaemocts coctasuna 1:1 400 000, 4TO HecKoNbKo
HV>Ke nuTepaTypHbIx AaHHbIX [1]. Y nepBoro naumeHTa HeBposio-
rMdeckas cMMnToMaTvka aebioTpoBana B rofoBanoM Bo3pac-
Te; MOMMMO 3TOrO VIMeN MeCTo pPeLMaMBUPYIOLLME OTUTbI, MPK-
Beawve K (OPMUPOBAHMIO [ABYXCTOPOHHErO XPOHMHECKOro
ME30TUMMaHWTa, OBEe MHEBMOHWW. [1pU MMMYHOOrM4eCKOM
00CefoBaHNM BbISIBNEHO YMEPEHHOE CHUXKEHME KOHLEHTpa-
LMW CbIBOPOTOYHBIX MMMYHOrMOOYAMHOB A 1 G, 4TO HepenKo
HabntogaeTca nNpy faHHoM cuHapome [1]. OuarHo3 Gbin ycra-
HOBJIEH B 7 NET Ha OCHOBAHMM TUMYHBIX KITVHUYECKMX NPosBe-
HUW, B TOM 4YnC1e — TeneaHrmoakTasmy. Bropas naumeHTka ¢
paHHero Bo3pacTa CTpafana atakcven. MNossneHve TeneaHrmo-
3KTa3um ObINo OTMeYeHo B 1,5 rofa, YTo M NMo3BONUIO NOCTaBUTL
[AVarHo3 B 3TOM Bo3pacTe. IMMYHHbIV CTaTyC XxapakTepr3osas-
Csl CHVDKEHMEM YPOBHS MMMYyHOTNoOynMHa A [0 ClefoBbIX
BeNMYMH, KnHWYeckn WMAC npossnancs peumanBmpyloLLen
repneTn4eckon NHQeKLMEN C MopaXxKeHUEM KOXU.

CrHAapom BrckoTta-Ongpmya OMarHOCTUPOBaH Y 1 nauyieH-
Ta B 10-meca4HoM Bo3pacte. o nuTepaTypHbIM AaHHBIM
YyacToTa JaHHoro 3abonesaHua coctasnsaet 4:1000000 xumBo-
POXAEHHBIX My>XCKoro nona [5]. Manbynk poamncs [oHO-
LUEHHbIM, HO MafIOBECHBIM, C NMEPBbIX AHEN XM3HM CTpadan oT
MopaXkeHNn Koxu (Be3VKyMonycTynes, anneprogepmaros);
B 3 Mecsila y Hero 6bina amMarHoctmpoBaHa ceboperiHas k3e-
Ma, MMeBLLasA TAXKENOoe TOPMUAHOE K NeYeHuio TedeHne; B 9
MecsiLeB LebloTrpoBana TsXKenas TPpoMOOoLUTONeHuYeckas
nyprypa. Takke OTMeYanucb Hu3Kas npmbaBka B Macce,
renatocnneHomeranuvs. Mpu MMMyHonornyeckoMm obcnefo-
BaHWM BbISIBIEHO MOBbILLEHWE UMMYHOrNoOynnHoB A, E n G,
XapakTepHoe Ons AaHHOro crHapoma [3]. PebeHok normnb B
Bo3pacTe 1 roaa 3 mecaueB OT MHMEKLMM, BbI3BaHHOW LMTO-
MEerasnioBMpyCcOM, BUPYCOM MPOCTOro reprieca 1 passuBLLErO-
ca B JanbHenwem cencmca. CornacHo nuTepatypHbiM AaH-
HbIM [5], NporHo3 Npu cuHapoMe BuckoTtra-Onaprya Hebna-
FOMPUATHBIN.

VIMMyHOAedUUMT C yKOpOYeHVeM KOHEYHOCTeW AMarHo-
CTMPOBaH y OOHOW OeBOYKM B 9-Mecsa4HOM BO3pacTe nocsie
nepeHeceHHOM TAXENOM BETPAHOWM ocrbl. [pr1 06 bEKTUBHOM
0b6crenoBaHNM — yKopodeHue Npeanneydni U rofieHem, rmno-
TPUX03, rMNonNAasna MMMQOULHOM TKaHW; C POXOEHUSA OTMe-
Yanacb HemtponeHus. Mpn NMMMyHoMnorMyeckoM obcnenosa-
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HWW BbISIBNIEHO OTCYTCTBME B-KNETOK, CHUXEHME UMMYHOTO-
OynNMHOB [0 CJ1eA0BbIX 3HAYEHWI. B TedeHme nocienyowmx 5
net pebEHOK nonyyan rpaHyNoUMTapHbIN KONOHNECTUMYIU-
pylowm akTop, BHYTPUBEHHbIE MMMYHOMODYNMHbLI. Ha
¢doHe npoBoAVIMOM Tepanuyi OTMEYEH MOSIOXUTENbHbIN
3peKT.

3aknoyeHue

ConocTaBneHue pacnpoCTpaHEHHOCTM 3aboneBaHnii, NPosiB-
NAOLLMXCH UMMYHOAEMDULIMTOM B COMETaHUM C APYTAMU 3HAYN-
TenbHbIMK dedekTamu, B [TepMckoM Kpae C JaHHbIMUY, UMEIO-
LWMMNCS B NUTEPATYPe, MO3BOUIO YCTaHOBUTL, YTO PErncTpm-
pyemas 3a00neBaeMoCTb B UCCIIelyeMOM PervoHe HeckosbKo
HUXe OXMAaeMon. HecMoTpst Ha TO, YTO KIIMHMYecKas MaHude-
cTaumsa npu Bcex 3aboneBaHusx, kpome AIMIC, oTmedanach C
NEePBbIX NET XN3HW, a XapaKTepHbIA (eHOTUN — C poXAeHWs,
OMarHo3 Hepeako CTaBWICS NMLWb B LUKObHOM BO3pacTe.
CemelHbI aHaMHe3 Obln Mano MHPOPMAaTVBEH B CBSA3M C Mpeu-
MYLLIECTBEHHO ayTOCOMHO-PELIECCUBHBIM TUMOM Hac1eJ0BaHMSI.
JleyeHre naumeHTOB Moce yCTaHOBMEHWS AMarHo3a COOTBeT-
CTBOBAJIO0 COBPEMEHHBIM MEeAULMHCKMM CTaHAaPTaM.

Bce maumeHTbl C AaHHOW NaTonorvien — MHBanNWUabl OETCTBa,
neTanbHOCTb B AETCKOM BO3pacTe 3a BpeMs HabntoaeHns cocta-
BUna 27%. B 10 Xe Bpems cBOeBpeMeHHasd ANarHOCT1Ka 1 afek-
BaTHas Tepanus NO3BOMSIM He TOIbKO COXPaHUTb XXM3Hb NaLyy-
€HTOB, HO W1 [0OUTHCH OTHOCUTENBHO YAOBNETBOPUTENIBHOMO
KadecTBa Xm3HW. K gedexktam HabnioaeHWs 3T1x 0ombHbIX, Cro-
CODCTBOBABLLINX MO3AHEN AMArHOCTVKe, CrieflyeT OTHeCTU Heflo-
OLEHKY Bpa4amMy NePBUYHOrO 3BeHa eHOTUMMYECKX MPpU3Ha-
KOB TreHeTUYeCcKMX CUHAPOMOB W WX PaHHUX KIIVHWKO-
nabopaTopHbIX MPOSBMEHWI, MO3AHee HamnpasfeHve OeTen B
FOPOACKME 1 KpaeBble LIEHTPbI, PEAKOE MCMOMb30BaHKe COBpe-
MEHHbIX reHeTUYeCKINX MeTOLI0B 00CIeA0BaHUS.

C uenbto ynyyLeHNs KaveCTBa MeAVUMHCKON MOMOLLM AETAM
C flaHHOW NaTonoren HeobxoaYMOo NOBbILLIATL YPOBEHb MHDOP-
MWPOBAHHOCT NeamaTpPOB, HEBPOSIOrOB, OTONSAPVIHIONOrOB Y
Bpayer OpyrMx crneumanbHOCTEN B BOMPOCax AMarHOCTUKM
NMMYHOLEDULIMTOB, PaCLUMPSATL UCMONb30BaHME reHETUYECKO-
ro obcnenoBaHNs, a Takxke obecneqBaTb OpraH13aLLMIo NMCUXO-
NOrN4eCKOM NOAAePXKM CeMelt.
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