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ITEPBUYHBIE UMMYHOAE®UIIUTEI V AETEI:
OIIBIT PETUCTPA MHCTUTYTA UMMYHOAOTUU

O@OTI'BY «T'ocyprapCTBEHHBIN HAYYHBIN IIEHTP «VITHCTHTYT UMMyHOAOTUH» DepeparbHOIO MEANKO-GMOAOTHYECKOTO
are’HTcTBa, MockBa, PO

00630p NMOCBAIIEH MCTOPUH CO3AAHUA Y HBIHEIIHEMY COCTOSHHIO IIEPBOTO OTEYECTBEHHOTO PErucTpa
nepBUYHBIX MMMYyHoneduuTHbIX cocroauuii (ITNIC) y neteii 1 ero comocraBJjIeHUIO ¢ Gojee coBpe-
MEeHHBIMH BepPCHAMM IOXOOHBIX perucTpoB. HecMoTps Ha cymiecTBeHHBbIE HCTOPHYECKHE OTpPaHUYe-
HHSA, OII0Pa Ha (heHOTHNIHYECKHe MPOABIEHNUS IIPU PeIKOM HCII0JIb30BaHNY reHeTHYeCKIX HCCIeI0Ba-

HUIl, CTATHYHOCTH TAHHBIX Perucrpa (cBegeHus Ha MoMeHT nepeuuHoii Bepuduranuu [IN]1C 6e3 BHe-
CeHHUS IMOoCJeayrIux N3MEeHeHHI U )Ip.), HAKOILJICHHBIH MACCHUB JAHHBIX IIO3BOJIMJI T1AaTh lIOJI[pOﬁHy}O
KJIMHUKO-UMMYHOJOTHYECKYI0 XapakTepucTury HanmGosaee yactoix I[TU]IC y nereii.
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PRIMARY IMMUNODEFICIENCY IN CHILDREN: EXPERIENCE OF
THE REGISTER OF THE INSTITUTE OF IMMUNOLOGY
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The article reviews the history of creation and current state of the first domestic register of primary
immunodeficiency disorders (PID) in children and its comparison with more modern versions of
such registers. Despite significant historical limitations, reliance on phenotypic manifestations
with rare use of genetic studies, static register data (information at the time of initial PID
verification without making subsequent changes, etc.), the accumulated data set allowed to give
detailed clinical and immunological characterization of the most frequent PID in children.
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30 jer Hasajg B CeHTAOPHCKOM HOMeEpPE JKypHa-
na Ilegmatpusa 3a 1989 rox OblaM OMyOJIMKOBAHBI
JaHHBIE MTEePBOTO OTEUECTBEHHOTO PErucTpa MMMY-
"HomeunuTHLIX coctosauuit (MIC) y mereii, BKJIIO-
YaBINlero KJIMHUKO-JIa00paTOpHbIe cBemeHUA o 232
merax ¢ 20 dopmamu mepBuunbix WMIAC (IINUIC),
00cJIeIOBAHHBIX B JAETCKOM oTAejeHuu WHCTHUTYTA
uMmmyHoJioruu (B Te roasl Munsapasa CCCP) ¢ 1982
mo 1987 rr. [1]. [IBa roga cryctd B ceHTsa6pe 1991 1.
Ha MekayHapogHOM paboueM COBEI[aHWU IO Iep-
BUYHBIM WMMyHOAedururamMm B XOKKaWmo OBLIN
mpencTaBJIeHbl HaHHBIEe 0 372 mamuenTtax ¢ ITUC
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u3 pasubrx pecunyoauk CCCP, Takike TpOXOauUB-
mux obcjeqoBaHme W BepU(PUKAIUIO AMATHO3a B
NucTturyre mmmynosioruu [2, 3]. ITtoru coBeTcKOTO
mepuosa CyIeCTBOBAHUSA pPerucTpa ObLIu 00600IIe-
HBI B TOKTOPCKUX auccepranuax JI.A. 'omec [4] u
M.H. fdpuesa [5].

C pacmagom CCCP kKoamuecTBO 0OOpallleHUH B
WHCTUTYT 3HAUNUTEIHHO CHUBMJIOCH, OHAKO He IIpe-
KpaTuioch moyHocThio. K Tomy ke m3-3a puHaHCO-
BBIX TPYJHOCTEIl OYeHb 4acTO MbI He MOTJIU OpaTh
JIeTell Ha cTal(MOHAPHOE 00CIe[0BaHYE 1 OTPAHUYUN-
BaJIMCh aMOyJIaTOPHON KOHCYJIbTallell WU Jaske
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3a0YHOUM KOHCyJbTalnueil mo mnepenucke. Oco6eHHO
3TO KacajJoCh MAIMEeHTOB M3 OBIBIINX PECITyOJIUK
CCCP, crasmiux 3arpauutieii. Tem He MeHee, Korja
quaruos3 [INIIC 6bl1 oueBUAEeH, Mbl BKJIIOYAIU 3THU
HabmiogeHus B peructp. B mrore ma 1.07.2003 B
PEerucTp OKasaJuCh BKJIOUEHBI CBeleHUA o 534
metax ¢ 19 Hososormueckumu dopmamu UIC [6,
7], arma 1.01.2019 — 695 namnuenTos ¢ 23 opmamMu
NOC (cm. Tabauiy).

K coskaneHnuio, c caMoro HauaJia CO3JaHUA PEeTH-
cTpa He IpeAyCcMaTPUBAJIOCH JUHAMUYHOE OOHOBJIE-
HUe CBeJEeHWIl 10 BKJIUYEHHLIM B HEro IallleH-
TaM: M3 PEerucTpa He BHIOBIBAJU IIOB3POCJIEBIIINE
MaIueHThl, KOTOPBIX CTAJU BKJIOUATH B PETUCTD
IIUOC y B3pocCabIX, CO3TaHHBIN mpodeccopoM
T.B. JlarsieBoit ¢ coTpygHukamMu [8]; He MCKJIO-
YaJIich ymepinue 60JbHBIE, a TAaKIKe Te, C KEM CBA3b
OblyIa yTpaueHa. OTUX HeJOCTATKOB 0KAa3aJICA JIUIIeH
CO3JaHHBII IT03:Ke Ha 0ase OTJeIeHNA KINHNUECKO
ummyHosioruu PIIKB u orgena ummynosoruu HUAN
HeTcKoil TeMaToJIOTUU PETUCTP AeTel ¢ BPOXKIeH-
HBIMU UMMYHOAeDUIIMTaMu, BKJIIOUABIINX B ce0s
yoxe K 2005 r. 485 manueHTOB 13 Pa3HbIX PETHOHOB
Poccun [9, 10]. PasBuTuio COBpeMeHHBLIX BepCHUil
Perucrpa cmoco6CTBOBaJIO MCIIOJB30BaHUE OOHOB-
JIeHHBIX KpuTtepues quaruosor IINJC [11-15].

HoBpIM 11arom pasBUTHUS JTOTO HaIpaBJe-
HUA KJIMHUUYECKON MMMYHOJOTMU CTAJO0 CO3JaHUS
26.04.2017 «Peructpa GOJBHBIX C IEPBUYHBIMU
uMMmyHoOAehunuTHbiMu coctoauuAMu (PIIVUIC)»
mon arumoi HarmoHasmbHOI accomuamuu 9KCIep-
ToB B obnactu IIWI (HADAIIWNI), mpencenare-
JIeM TIpaBJe€HUA KOTOPOI SBJAETCS TeHepaJbHBIN
nupexkrop ®I'BY «HMUIL AT'OMN um. dmurpusa

Porauesa» Munsapasa Poccuu, akan. PAH, opod.
A.T. Pymannes [16].

B ocHOBY 5TOro perumcrpa, HACUMUTAIOIIETO0 Ha
ceronusa cseiiie 2500 namumentoB ¢ ITUIIC, nersa
KoJuteknua HaOmozenumit PIIKB, HMUIL OT'OMN
uMm. [Imurpusa PoraueBa, MeIWUIIMHCKUX I[€HTPOB
u3 MHOTHX pernoHoB P®P, a Takske HaOJIOIeHUI
o B3pocJbIM manmeHTam npod. T.B. JlaTwimieBoit
u corpyzuukamu I'HIT WHCTUTYT MMMYHOJOTUU
P®. BakHBIM JOCTOMHCTBOM 3TOTO PETUCTPA SABJIA-
eTcsi COTpyaHUYecTBO ¢ EBpomeilicKuM 06IIIeCTBOM
UMMYHOIe(pUIINTOB, peructp Koroporo Ha 2018 rox
BoGpaJ ceenenus o 28 000 mamuenTos ¢ ITUIC[17].

Peructp gereit ¢ IINJC NHCTUTYyTA MMMYHOJIO-
TUu, CO3JaHHLIH e1e B cepenune 1980-x rr., 3Haun-
TeJILHO YCTyIlaeT IO TJIyOMHE MMMYHOJOTUYECKUX
U 0COOEHHO T€HETHUYEeCKUX XapPaKTEePUCTUK BbIIIIe-
epevYrcJIeHHBIM COBPEMEHHBIM BePCUSIM PETUCTPOB
IV, Taxk Kak BKJOYaeT B cebsa CBOe0Opa3HEBI cpes
CBelleHUH O malMeHTe Ha MOMEHT IMePBUYHOI Bepu-
duramuu guarmosa IIVJIC, BBHIIIOJHEHHOW B OeT-
CKOM oTaesieHnr WMHCTUTYyTa UMMYHOJOTUU (HBIHE
DOMBA P®). Tem He MeHee, MacCUB HAKOILJIEHHBIX
JTaHHBIX OOCTATOUYEH, UTOOBI JaTh OOOOIIAOIIYIO
XapaKTepUCTUKY HauboJiee YacTO BCTPEUYAIOIUMCS
dopmam ITN]IIC.

CHoeKTp HaIUeHTOB, BKJIOUEHHBIX B Peructp
Ha OCHOBe (DEHOTUIITUYECKON AUATHOCTUKMU, IIPEi-
cTaBJieH Ha pucyHKe. Ha ocHOBaHUU IpeobJiazaio-
miero gedexra IINJIC 6b11u pasgesneHsl HA 6 rpymn
(xknaccupuranua BO3) [18—-20]. Bosbinaa yacTs
HaAOJIIOJeHN BKJIIOYAJIA MAIMEeHTOB C PA3JINUHBIMU
medeKTaMu TyMOPAJbHOTO 3BeHA MMMYHHUTETAa, K
KOTOPBIM OTHOCATCSA araMMarjao0yiunHeMus ¢ gedu-

Tabruua

Peructp IINJIC y nereit Uacturyra ummynosoruu @MBA

Hos3omorus Cocrosnue Ha 1.01.2019

Arammaraobynmaemud ¢ gedpunurom B-kaerok (XBAIT) 90
Oo61asa BapuabesabHas UMMYyHHas: HegocTraTouHocTs (OBVH) 39
Aramvmaraob6ynaunaeMus ¢ runep-IgM 29
Arammaraobyauaemus gopmysasl MgA, mgA 3
CenextuBHubll gedunut IgA (CHIgA) 221
TpaH3UTOPHAA T’HIOTaMMAarJIO0yANHEMUA MJIaJeHUeCKOI0 BO3PacTa 43
Cunzapom [u [[KopaKu 3
Takesnasa kKoMOMHUPOBaHHAA UMMYyHHas HegocraTouHocTs (TKUH) 16
HacnencrBenHbIe HapylIeHus uHTepaedkuH 12/23 — nuHTepdEepoH raMmmMa-3aBUCUMOI0 9
3BE€HA UMMYHUTETA

KomOuHMpoBaHHasI UMMYHHAs HEIOCTATOUHOCTh C aTaKCcuell—TeleaHTnoKTasuel 89
Cunapom Buckorra—Oanpuua 17
I'uniep-IgE-cuagpom 32
XpoHnuyeckas rpanyaemMatosHas 60jesHb (XI'B) 33
Bpo:xaeHHas HeATPOIEeHU S 14
Hedunur xommaemenra (C2,C3,C4; C5-C8) 6
NH-EBV 1
XpoHnUyecKuit KO:KHO-causucTolit Kauaunos (XKCK) 34
JHTEpPONMATUUECKUH aKPOAEePMATHUT 1
HacsencTBeHHBIN aHTMOHEBPOTUYECKUN OTEK 3
Cungpom Mapmasua (PFAPA-curgpom) 7
ITepuonuueckas 6ose3us (FMF) 2
T'unep-IgD-curgpom 5
Hexrnaccuduiupyembie (hopMBbI 5
Hroro 695

Final 3 19 new!!l.indd 33

ATbI

27.05.2019 12:55:21



o 3

98/

5-1,6%

6—1,4%

1-60%
3-24%

2-4%

Pucynok. Cnexrp IINJIC, BKarouenusix B Peructp Hucruryra

MMMYHOJIOTHH.

M - opeumymecTBenubit gedurnur antuten, [l - TKUH,

— 1 KoMOMHUPOBAHHBIN C JPYTUMU IJIaBHBIMU AedeKTamu,
— nedext daromurosa, [l — nepunur xomnaemenra, M-

npyrue ITUTC.

mutom B-riaetox (XBAIT), o6imas BapuabenabHas
uMMyHHaA HemocrtaTouHocTsh (OBUH), arammario-
Ooynunemus c runep-1gM, peakue BUABI araMMarJjo-
oyaunemun (dhopmyasl MgA, mgA), TpaHsutTopHass
TUIIOTaMMAarjao0yIuHeMusa MJIaJeHuecKOoTo Bo3pac-
Ta, ceaeKTuBHBIN medpumur IgA. Bece sTtu coctos-
HUA XapaKTepusyioTcsa AedUIIUTOM T'yMOPaJIbHOTO
3BeHAa MMMyHUTeTa. KIMHUYECKUE TPOSABIEHUA Y
nanuedtToB ¢ OBUH 6b11u 06ycioBIeHBI geduIin-
TOM aHTHUTeJonpoAyKInu. HecMoTps Ha oOHapYKe-
HUe y HuX T-KJIeTOUHBIX HApPYIIeHUH, IallieHThl ¢
OBIHH 65111 OTHECEHBI B KATeTOPUI0 I'yMOPaJIbHOTO
medexra. Bropas rpymna — 0oJbHBIE C TAMKEIOMH
KOMOMHUPOBAHHON HMMMYHHOII HEIOCTATOYHOCTBHIO
(TKUH), xoTopas npeacTaBIseT CBOAHBINA CHHIPOM,
BKJIIOYAIONIUI DPa3JNUYHble TeHeTUUecKre ned)eKThI
Pa3HBIX ATANOB co3peBaHUA T-TUM@POIIUTOB C OHO-
TUOHBIMUA KJIWHUYECKUMU IPOSABJIEHUAMU U CTaH-
IapTHOMH (mmoka) Tepamnueii. B TpeTbio rpyniy ObLIn
BraoueHbl [INJIC, accomuupoBaHHBIE C APYTUMU
TJIaBHBIMU JedeKTaMu: KOMOMHUPOBaHHAS NUMMYH-
Hasd HEeJOCTAaTOUHOCTh C aTaKcueill—TeeaHTMIKTA-
3ueii, cuaapom Buckorra—Ongpuua, cungpom du
H:xopmxu. B oTmenbHBbIE IPYIIILI BBIEJIEHBI 00JIb-
HBIE C AePUIIUTOM KOMIIJIeMeHTa 1 (ParomuTapHoro
3BeHa. U, HaKOHeIl, IIOCJeqHAA TPYIIa BKJIOUaJa
MAINeHTOB C XPOHUUYECKUM KOKHO-CJIU3UCTHIM KaH-
numo3oM, runep-IgE-cuEaApoMOM, HEYTOUHEHHBIMU
bopMaMu UMMYHHOUM HEZOCTATOYHOCTU U APYTUMU
COCTOAHUAMU, KOTOPbIE TPYAHO OZHO3HAYHO OTHE-
CTU K OJHOM 13 5 BHIIIEIIePEUYNCIEHHBIX I'PYIIIL.

XoTA Ha OCHOBE TE€HETHUUECKOUN AMarHOCTUKU
HblHe omucaHbl cBbilie 300 pasaumunbrx ITHUIC,
KpPyTr HauboJiee 4YacTO BCTPEUYAIOINXC CUHIPOMOB,
IUAarHOCTUPOBAHHBIX MO (DEHOTUIUYECKUM IIPU3HA-
KaM, ropaszio 6oJiee y30K.

Bposknennas araMmarioOyauHemusi ¢ medu-
mutoMm B-kmerok cocraBasiaa 60% Bcex ciyuaeB
TOTaJBLHOTO feduriura auTuTe]a. OCHOBHBIE UMMYHO-
JIoTUYecKue XapakTepucTuku 3Toii hopmsel ITNIIC:

e CTOHMKOe CHUKeHue KoHIeHTpanuu I1gG B
ceiBopoTke (Hm:ke 200 mr/ma), orcyrcrBue IgM,
IgA, IgE;
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o rryookuit neurut B-kiaerok (CD19-20 <1%).

VcraHOBIEHBI TaKiKe reHeTnyeckue GaxTo-
PBI, IPUBOAAIINNE K PA3BUTHUIO STOr0 3a00JI€BAHKA.
WsBecTHOo, uTO mpeobsamaer X-CIEIJIEHHBIN THII
3aboseBanua (85%) (reH, JOKaIM30BAaHHBLINA Ha
Xq21.3-22, npogyKT — OPYTOHOBCKAA TUPOSUHKU-
Hasa). [oJsiroe BpeMs CUMTAJIOCh, UTO BTUM 3a00-
JIleBaHWEM CTPAJA0T TOJbKO MAJbUUKK, OJHAKO
obHapysKeHre MyTalliuu B reHe, KOAUPYIOIIeM IIpe-
B-KJIETOUHBIM peIenTop, HPUBOAUT K PA3BUTHUIO
3TOTO 3a00JIeBaHUA U Y TeBOUEK.

Knuuuueckas xapaKTepHUCTHKa JaHa HA OCHO-
BaHuu HabmomeHuit 90 ciayuaeB DAaHHOTO WMMY-
Hogedumnura. IlpeobiaagauMu B KJIMHUYECKON
KapTUHEe SBJAJUCH [MOBTOPHBIE THONHBIE HHOEK-
uuu (Haemophilus influenzae type b, Streptococcus
pneumoniae) y MaJbUUKOB CO 2-T0 IIOJYTOAUs
sxusHu. HamnboJsiee MUPOKO ObLIN IPEeACTABIEHbI:

e oporxojgerounsie nadpexuu (100% );

e ruoiiubie uHpexnuu JIOP-opramos (92%);
CAUBUCTBIX 0000ueK 1aa3 (41%);

® TaCTPOYHTEPOKOJUT (qUAPENHBIN CUHIPOM)
(33%);

e THOMHBIE MH(PEKIINN MATKUX TKaHe (49% );

e pacmpocTpaHeHHBIH Kapuec (44% );

e apTpuT (B T.4. peaKTuBHLIN) (42% );

o meumHTrosHIepaauT (7% );

e ocreomueaut (3% );

e DpenKVe WHBAJUIUIUPYIOIIAE BUPYCHBIE
nHpeKnuu;

® NMCCEMUHUPOBAHHBIN MOJUOMUEIUT (B T.d.
TIOCTBAKIIMHAIBHBIN 2% );

® DHHTEPOBUPYCHBIN MMOJUPASUKYJIOHEBPUT/
meuunHrosHedarut (4% );

e oTCcTaBaHUe B (pusuueckoM passutuu (46% );

e TUIOILIa3uA HEOHBIX MuHgaauH (92% );

e rumnomyasus nepudepudecKux JUMEOy3JI0B
(66%).

O6mas BapuabelbHad HMMYHHAsdA HeJTOCTa-
TOYHOCTHh ObIJa AuarHocTHUpoBaHa y 39 gereii.
NMMyHOJIOTHYECKE HaPYIIeHUs XapaKTepu3oBa-
JINCHh CTOMKUM CHUKEHUEM CYMMAapHOM KOHIIeHTPAa-
UM UMMYHOTJIOOYJIMHOB B CHIBOPOTKe Huxke 300
mr/nia, B T.4. 1IgG<250 Mr/aa u HOpMaJIbHBIM WJIN
YMEpPEeHHO CHUKEeHHBIM YPOBHEM B-KJIeTOK.

Manudecranusa 3abojeBaHuUA OTMeYaaach
B JIIOOOM BO3pacTe y JuI JOOOTo mojia. B KJu-
HUYECKON KapTuHe mpeodsagaju I[IOBTOPHBIE
opouxosierounble uH@eKnuu (100% ), MHQEeKIUU
JIOP-opraunos (96%), racrposurepokoaut (30%),
THOMHBIe NHPEKINU MATKUX TKauel (39% ), KOHD-
IOHKTUBUTHI (28% ), mocTuHGEKIMOHHLIE,/TIapanH-
(hbeKIMOHHbBIE TPOABJIEHNUS apPTPUTA, B T.4U. PEAKTUB-
ueie (30%) ma Mycoplasma hominis, Ureaplasma
urealyticum, remomuToneHUU (arpaHyJIOIUTOS3,
TpomboIuTonieHuss 34% ).

Arammarno6ynunemusa ¢ runep-IgM (29 za6-
JIIOJIeHniT). AyTOCOMHO-peleccuBHas (popma 9TOro
3aboseBanusa obycioBieHa nepextamu AID, UNG
u NEMO-reHoB, y4yacTBYIOIIUX B OOeCIeUeHUU
nepekaioueHus cuHtesa IgM ma IgG B mpoliecce
aHTuTenonpoaykunuu. dtu dopmbl IINMJC orHOCAT
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K JedeKTaM HpPUOOPETEeHHOTO MMMYHUTETa, TOTAA
Kak X-cremieHHaa (Qopma runep-IgM-curgpoma
(mepuriur CD40 sauranga) COIIPOBOKAAETCS 3HA-
YUTEeNbHBIMU T-KJIETOUYHBIMU HapPYIIEHUAMU U
ueige otHocutca K TKUH. Kiunuueckue mposaB-
JIEHUS ayTOCOMHO-pellecCUBHBIX (hopm rumnep-IgM-
CUHApPOMA OBLIU IIPeICTaBJIeHbI IOBTOPHBIMU GPOH-
xomerounbiMu uH@eknuamu (100%), nuperimuda-
mu JIOP-opranos (90%), racTposHTEepPOKOJIUTAMU
(40%), ruoiHBIMU WHPEKIUAMU MATKUX TKaHeN
(65%), xomblOHKTHUBUTOM (25%), aprpuramun
(B T.u4. peakTuBHBIMU) (21%), MHOKECTBEHHBIM
rapuecoMm (58% ), adpTo3HO-A3BEHHBIM CTOMATUTOM
(44%). Kpome TOro, JOCTaTOUYHO UacTO HaOJIOna-
JIICh ayTOMMMYHHBIe (TOKCHUUecKue?) IIUTOIEHUN
(37%), ayToMMMyHHAs TeMOJUTHUYECKAS aHEeMUS
(15%), numdpoanenomatua (44%), remaToCILIeHO-
meranusa (67%), orcraBanue B (GU3UYECKOM pas-
sutnuu (42%).

Manudecranua 3ab60jieBaHUA MOIJIA COCTOATH-
cA B JIIOOOM BO3pacTe y JIUIL JII0OOTO II0JIa.

IIpu pemrux Gopmax aramMmarjao0yInHEMUUN
(bopmyaer MgA, mgA) ormeuyanuch HHOEKITMOHHBIE
opasKeHus, CXOAHbIe ¢ BPOXKIEHHOHM araMMarJiooy-
auuemueit 6pyroHoBckoro tumna u OBUH; mmorma
coueTaHue c AeUIIUTOM ropMoHAa pocra. JluarHos
yCTaHABJIUBAJICA IPU OOHAPYKEHUU CTONKOTO CHU-
skeHus KoHieHTpanuu IgG B ceiBoporke (<300 mr/
IUI), TIPY HOPMaJIbHBIX ypoBHaAX IgM u IgA, mubo
onHoBpemMeHHOM cHmKeHuu 1gG (<300 mr/mm) u
IgM (<20 mr/mn) mpu HOPMaJbHOM ypoBHe IgA.
IIpu sTom B-muM@onuTsl mMean HOPMaJbHBIE WJIN
cyOHOpPMAaJIbHBEIE YPOBHU B IepU(EPUUECKON KPOBH.

Ha ocHoBaHWU IIOBTOPHOTO OOHAPY:KEHUA ¥
neTeil B Bo3pacTe orT 1 roma mo 5 JeT CHUKeHUS
OIHOTO WU HECKOJbKUX N30TUIOB UMMYHOTJIOOY-
auaoB: IgG<500 mr/mn, IgA<20 mr/mma, IgM<40
MT'/AJ IPU UCKJIIOUEHUU APYTUX UMMYHOAeDUITUT-
HBIX COCTOAHUMN 43 meTsaAM ObLT BLICTABJIEH TUATHO3
TPAH3UTOPHON TUIOraMMAarJo0yJINHEMUU PAHHETO
Bospacta (TTTPB) (uposiOHTMPOBAHHBIN BapUaHT
(husnoJIOTUUECKON MJIaZeHYeCKOl THIIOTaMMAarjo-
OyJIMHEMUN, TO3AHUNM UMMYHOJOTUUYECKUI CTapT).

IIpu sTOM 0GHAPYKUBAIU HOPMAJIbHBIE YPOBHU
T- u B-num@oruToB, HabI01a/IaCh HOPMAIHI3AIIAA
YPOBHEII UMMYHOTJIOOYJIMHOB K 3—5-JIeTHEMY BO3-
pacty. B KIuHUYECKOU KapTUHE JeTU C TPaH3UTOP-
HOM TuIoraMMarjo0yJInHeMHuell paHHero BO3pac-
Ta XapaKTepUB30BaJUCh «MAJbIMU» UHOMEKIUAMUI
(moBTopubie OP3, OTUTHI, CTOMATUTHI, GYPYHKYJIE3
U Ip.) C CaMOIPOU3BOJBbHOM O0JIATONPUATHON SBO-
gomuei ¥ 3—5 rogaMm. B wactu nabaonerauii TTTPB
OblIa CAydYalHON HAXOAKOM Yy aCMMITOMATUYHBIX
IeTei.

HaubGosnee uacto BcTpeuaemasda cpemu IINIIC
ceJIeKTHMBHAA HEIOCTAaTOUHOCTh IgA (umciio HabIt0-
meuunit — 221) HepeaKo ABIAETCA CAYUANHON HAXOT-
KOIf y aCMMITOMATHUYHBIX THAIlMeHTOB. Kpurepuem
IIOCTAHOBKHY OUATrHO3a SBJISETCA M30JUPOBAHHOE
CHUIKeHUe KoHIeHTpanuu IgA (<5 mr/mn) y mereit
crapiiie rofia IpW HOPMAaJbHBIX YPOBHAX APYTUX
W30TUIIOB HUMMYHOTJIOOYJIMHOB (y YacTu meTeit
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conyrcrBylomuii nrepunut IgG 2-ro Tuna, Ho y 40%
nmereii ypoBeHb IgG moBbIiieH, v 22% — IOBBIMIEH
ypoBenb IgE, uacrto BhIABAAIOTCA IgM-MOHOMEDSHI
(Ha KOKe M CJMBUCTHIX obosoukax). Cpexu cum-
OTOMATUYHBIX [eTell HaOJgaloTCA HETAMKeJble
TOBTOPHBIE MHPEKIINU IbIXaTeIbHBIX myTeit (45% ),
JIOP-opraunos (33% ), koxu (12% ), MOUeBBIX ITyTei
(8%) c GrarompusaTHOI »BoJIOIIMeH (mocye 7 JeT
UHQEKIUOHHAA CHUMIITOMATHKA HEOTJIUYMMAa OT
3I0POBRIX mereii). OMHAKO OTMeUeHa ITOBBIIIIEHHAS
yacTora asieprudeckux (40%) u ayToMMMYHHBIX
(16% ) saboseBaHMIi.

Tsasxenas KOMOMHUPOBaAHHAA UMMYHHAsA HeIO-
crartoudocts (TKHUH) (umcio mabmiogenuit — 16)
— rpylna reHeTuuecKuX AeGeKTOB PaHHUX JTAIOB
cospeBaHuA T-IUMMPOIUTOB, XapaKTePUIYIOINUXCS
ray6oxum gepuriurom T- u B-riaerounoit (mHOTrIA
NK-kiaerkun) Qyuxinuii. KinandecKre IposABIeHU
9TOTO COCTOSHUSA HAUMHAIOTCA C IIEPBBIX HEAENb U
MecCAIleB KU3HU. SHAUUTEJbHAA YaCcTh IAIIEHTOB
He DOKUBaeT A0 YCTAHOBJEHUS AuUarx€osa. B Kiu-
HUYECKOI KapTUHEe BHIABISAIOTCA OCTAHOBKA Pa3BU-
THUA U POCTa, HEYKPOTHUMAas PBOTA, IIOHOC, OOIIMP-
Hasd MOJIOUHHIIA, HapacTaioliasd OXBIIIKA, CYXOi
Karmreab. CIeKTp MUKPOOOB, IPUBOAAIINX OOJIBHO-
o K rubesu, ONIOPTYHUCTUUECKUI NI MaJIonaTo-
reunsblit: Candida albicans, Pneumocystis jirovecii,
BupycHl Varicella zoster, maparpuiiiia, peciimpaTop-
HO-CUHIIUTUAJbHBIN, afeHO- W IIUTOMEraJoBUPYC,
Bupyc duinreitna—Bapp, BI[JK. IIpu mposenenun
UMMYHOJIOTUYECKUX MCCIEeIOBAHUN BhIABIAIOTCA:

e JuM@ONeHusA, 00yCIOBJIEHHAS OTCYTCTBUEM
T-nmumdonuToB (orcyrcTBue cybmomynaamuii CD3,
CD4, CD8 B IUPKYJIALINN);

e orcyTcTBue T-KRjIeTouHOU (PyHKIIMU in vitro
(mpoaudepaTuBHbiii oTBeT Ha Mutoredsl, CKJI) u
in vivo (rumepyyBCTBUTEJHHOCTH 3aMeIJIEHHOTO
THIIA);

® OTCYTCTBHE AHTUTEJHLHOTO OTBETa, B T.d.
IPU HOPMAJbHBIX YPOBHAX MMMYHOTJIOOYJIMHOB U
B-kJierox.

BosmoskHOCTH panHedn amarnoctuku TKWH
3HAUUTEJBHO PACIIMPUINCH 3a mociennue 5—10
JIeT, BCJIel 3a BHeAPEHWEeM B IUArHOCTUKY OIIpe-
neneaua TREC (T-cell receptor excision circle —
SKCIIUBUOHHBIX KoJiell T-KJIeTOUHOTro pelenTopa).
TREC mpeacTaBadaioT cob60i KOJbIEBbIe MOJIEKYJIBI
OHK, chopmupoBaBmineca B xoae T-KJIETOYHOTO
co3peBaHUA B TuMyce. Takume KOJiblla OIIpeAess-
I0TCS B IOJUMEPas3HOM IIeITHOM peaKIIUU B PEXKU-
Me peanbHOro Bpemenu (real-time PCR). B kpoBu
3I0POBBIX HOBOPOKIEeHHBIX ompenesaserca 1 TREC
Ha 10 T-KJeTOK, YTO OTpaskaeT BHICOKUII YPOBEHB
reHepanuu HOBBIX T-KJIETOK B paHHEM BO3pacTe.
Y mamumentoB ¢ TKMH TREC otcyrcTByloT nMin
pesko cumkenbl. Tect ma TREC okasajnca Bechbma
9(pdeKTUBHBIM B KadyeCcTBe HEOHATAJbHOTO CKPHU-
auara Ha TKUWH. Tem He MeHee He Bce (hOPMBI
TKUH BBIABIAIOTCA 9TUM TecToM. 3abojeBaHUA,
Ipu KOTOPhIX T-KJIeTOUHOe pa3BUTHE B TUMYCE IIpe-
phIBaeTcA Ha CTAAUU IOcje (DOPMUPOBAHUS SKCIIU-
3uoHHBIX KoJel [JJHK, nmeoTr HopMaabHBIE YPOBHU
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TREC. K sTum 3a60/ieBAHUAM OTHOCATCS TePUITUT
Zap70, nepuniur MHC II knacca, gepunutr NEMO,
nedpunut ameHosuHAesamMmuHasbl (ADA) ¢ mos3gHuM
HavYaJIoM.

OmgHaxko, HECMOTPSA Ha IJIy0OKMEe MMMYHOJIOT-
YeCcKUe CABUTHY U BhIPAsKEHHBLIE KJINHWYECKNE IIPO-
SABJICHUS, BO3MOYKHO IIOJIHOE BBI3ZOPOBJIEHUE IIPU
panHeil TpaHcmaHTanuyu HLA-MAEHTUYHOTO WU
rarJIONAeHTUYHOTO KOCTHOTO MO3ra.

Cienyrolasi TpyImna — 570 UMMYHOIePUIIUTHEIE
COCTOSIHUSA, ACCOIMMUPOBAHHLIE C IPYTHMMHU TJIABHBI-
MU geeKTamMu, B KOTOPOH IIPeACTABIEHb] IA[eHThI
110 YeTHIPEM PA3JIMUYHBIM HO30JIOTMYECKUM IPYIIIIaM.

Cungpom [u [:xopmsku (BpOKIeHHAs TUIIO-
Iaasus TUMYyca) XapaKTepuayeTcs KJIaCCUUEeCKOi
TPUALOM: a/TUMOILIA3UA TUMYyca + MapalUTOBU-
HBIX KeJjie3 (B OOJIBIIIMHCTBE CIyUYaeB) + BPOMKIEH-
HBIY IIOPOK cepjaIia (B 3HAUUTEJNBLHON YacTU ciyda-
eB). XapakTep BO3BHUKHOBEHHUS — CIIOPAJANUYECKUI.
YcraHoBeHa TreHeTUYECKAas XapaKTePUCTUKA 3TOTO
BPOYKJEHHOTO IOPOKa PAa3BUTHUSA, B OOJBIINHCTBE
CJIYUaeB 9TO ayTOCOMHBIN reHeTUYEeCKUl AedeKT —
nenmerus 22q11.2.

NMMyHHAs HeZOCTATOYHOCTH — H30JMPOBAH-
HBIA T-KJIeTOUHBIN UMMYHOIE(PUITUT, XapaKTepusy-
IOMIUHCA MATKON JuMQOIIeHnell, CHUMKEHNEM IIPO-
meuTa CD 3+ T-KJIeTOK, CHUYKEeHHBIM W HOPMAaJIhb-
HBIM OTBETOM JIUMQOIUTOB HA MUTOTE€HBI, YACTO HE
ompeesigeT MPOTHO3 U CIEKTP BeNYIINX KJIMHUYE-
CKUX IIPOSBJIEHUI: PeaJbHYI0 yrpo3y s KU3HU
MIPEACTABIAIT MMIOKATbINEMUYECKNE CYLOPOTU 1
reMoAMHAMUUYECKNE PAacCTpoiicTBa.

KomOuHMpOBaHHAS WMMYHHAs HEXOCTATOY-
HOCTH C aTaKCHeli—TeleaHTHIKTa3uell BcTpeyaeTcs
mocTaToyHo yacto. B Peructp BHeceHbI HalOJIOmE-
HuA 89 ciaydyaeB sToro 3aboseBaHUA. AYTOCOMHO-
pelleccuBHOe 3abojieBaHMe: TeHETHUUECKUil medexT
Ha xpomocome 11q22.3 (mporemHKuMHAasa). [uia
0OJIbHBIX XapaKTePHBI:

e IIPOT'PECCUPYIONIAasd MO3KEUKOBasA aTaKCUs C
"Hauasiom mocJuie roga (100%);

e OyJbOapHbIe WM KOMKHBbIE TeJIeaHTUIKTa3UU
(100%);

e Iporpeccupyioiiasa guctpopus (66% ); rumo-
niaasusa HEOHbIX MuHAAAUH (100% ), MHOKeCTBEH-
HbI Kapuec (46%);

® [IOBTOPHBIE NHPEKIINHN PECINPATOPHOIO TPAK-
ta (60% ), JIOP-opranos (58%), KON M MATKHX
TkaHelr (22%), sHTeporoauTtsl (16%), ¢ mpeobdaa-
ITaHWeM BBICOKOIIAaTOTEHHBIX Bo30Oymuteseii: Staph.
aureus, Pseudomonas, Klebsiella;

® PeUIUBUPYIOIAsd repreTniecKkas nHGeKI s
1A7%);

® CKJIOHHOCTD K HEOILJIa3UsM.

NMMmyHOJMIOTHYEeCKAasA XapaKTePUCTUKA: JUMQPO-
TMeHus, TUIOILIas3usA HEOHBIX MHUHIAJUH. Jlabopa-
TOPHBIE METOLBI MO3BOJIAIOT BBIABUTH IIPOrPECCH-
pyiolllee ¢ BO3pacTOM MajeHue uucia U QYHKIIUU
T-raetox (95%), nepumur IgA (y 63% ), HOpMaTIh-
HbIIT wau cHUMKeHHBIH (y 22%) ypoBenb IgG, a
TaK’Ke PEe3KO IOBBIIIEeHHBIN ypoBeHb oFP B chIBO-
potke (90%).
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KomMOuHupoBaHHAsT MMMYHHas HEIOCTATOY-
HOCTh C TPOMOOIIMTONEHUEH U 3K3eMOil (CHHIPOM
Buckorra—Oaagpuua — CBO) (umcio HabIOmeHU
= 17).

Haa O6oJBbHBIX XapaKTepHa: KJIUHUYECKAsd
Tpuaza: 9K3eMa (AaTUNUUYHBIN AaTOMUYECKU
IepMaTUT)+IIOBBINIEHHAA BOCIPUUMYUBOCTL K
UHGEeKIUAM (THOMHBIM 1 BUPYCHBIM )+ BPOKAeHHAA
TpomboruTonienus (100% ) cocTaBaAOT KJIMHUUYE-
CKYI0 KapTUHY 9TOro 3aboJsieBaHus. ['eHeTHUECKUT
nedeKT OBIT ycTaHoBJeH B ob6gactu Xpll.23
(WASP-tipoTeuns).

CruexTp MHPEKIIMOHHBIX 3a6oseBauuit mpu CBO
BKJIIOUaeT OpomxoJjerounble mHPernuum (100%),
THOMHBIe MH(PEKIINY KOYKU I MATKUX TKaHe# (85% ),
JIOP-oprauoB (58%), MOBTOPHBIE SHTEPOKOJJIUTHI
(60% ), pacmpocTpaHEHHYIO TePIeTUYEeCKYI0 NHPEK-
o (52% ); CKIOHHOCTH K HEOILJIA3UAM, KOTOPbIE
passuauck y 4 u3 17 manueHTOB.

B uMMyHOTpaMMe ONpeneNsuch CHUKEHUE
IgM, mopmanbuble IgG, moBbIIeHHBIE IgA, pesKo
noseiieHHble IgE B criBopoTKe. C Bo3pacToM oTMe-
YaJIoCh IIPOTPeccUpyolee mageHue unuciaa u GyHK-
nuu T-KJIeToK.

Heduur KoOMIIOHeHTOB KoMILTeMeHTa (6 Hao-
JIIOfeHUl) OBbLJI IIPeJCTaBJeH CJaydadaMu OOHapy-
JKeHus peduiura mMeMOpaHOATaKYIOIEro KOM-
miexkca (Io3gHUEe KOMIIOHEHTHI KOMILJIeMeHTa) U
mepururom Cl-mHrHOmMTOpa, XapaKTEePU3YIOIIUMM-
CcA TOBTOPHBIMHU aHTMOHEBPOTHUUECKUMU OTEKaMU.
B oranuume or apyrux dopm ITUIC npu peduiu-
Te TO3JHUX KOMIIOHEHTOB KOMILIeMeHTa WH(EK-
IIMOHHAA COCTABJAMOINAA O00JEe3HU OTJIUYaeTCs
APKUM KJIUHUUYECKUM CBOoeoOpasueM — IIPU OTCYT-
CTBUM IIPU3HAKOB OOIIEr0 IOBBIIIeHUS MHOEKIIU-
OHHBIX 3a00JieBaHUil OOJIbHBIE BBICOKOUYBCTBU-
TeJbHBI K HMHQPEKIUAM, BbI3bIBaeMbIMUu Neisseria
(meningitides u gonorrhoeae), B CBA3U C YeM MOTYT
MHOTOKPATHO IePEHOCUTDH OCTPBIN THOMHBIN MEHUH-
rutT 6e3 BbIAEJeHNA MEHUHIOKOKKa. Takasa KIMHU-
Ka ObLiIa BbIABJIEHA HAMU Y 2 OOJBHBIX. ¥ 0OJBHBIX
¢ nepunurom parTopoB C4 u C2 ormeuaeTcs MOBLI-
ImIeHHas CKJOHHOCTh K Pa3BUTUI0 HNMMYHOKOM-
IJIEKCHBIX 3a00JieBaHUIl, HaNIpUMEpP, CHUCTEMHOI
KpacHOUM BOJYaHKUW, HO HET YBEJIUUYEHUA YaCTOTHI
UHQMEKIIMOHHBIX 3a00JIeBaHUIA.

Hedexr hparonurapHoii pyHKIMU ITPeICTaABIEH
B Permctpe ciayuadMu XPOHUUYECKOUN TI'paHyJjeMa-
To3HOIT 6osiesnu (6osie3Hb Good—Bridge—Berendes,
CeNITUYEeCKUIl TIpaHyJeMaTo3), AWarHo3d KOTOpPOil
OBbLJI BhICTaBJIEH 33 manueHTaM. [JaHHOE COCTOSHUE
XapaKTepuayeTcs OTCYTCTBUEM HPONYKIIUU aKTUB-
HBIX (popM Kucaopozaa HeiiTpoduiamu in vitro (mo
ITaHHBIM XeMmuiaiomMuHecneHnuu uiau HCT-rtecra).
B HEKOTOPBIX Ciaydadx, IPU HUHPEKIUAX, MOIKET
IPUCYTCTBOBATh KOMIIEHCATOPHAA aKTUBAIUA
ryMOpPaJbHOTO UMMYHUTeTa. [lepBOHAUAIBLHO XPO-
HUYecKas TpaHyJieMaTo3Has 00Je3Hb ObLaa OIU-
caHa KakK X-clellJleHHoe 3aboJjieBaHme, KOTOPOE
npeobaanaer B 80% c norkanmsamueinr Ha Xp21.1,
mosaHee ObLIa AaHa IeHETHUECKas XapaKTePUCTHU-
Ka ayTOCOMHO-PEeI[eCCUBHBIX BaPUAHTOB, TeHETUUE-
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CKUe MapKepsl IJId KOTOPBIX ObLIN O0HAPYIKEeHbI Ha
xpomocomax 1925 u 7q11.23 [30]. B kauHMUEeCKoOi
KapTuHe mpeobJsaaiy Caeqyiolue XapaKTepHbIe
0COOEHHOCTH:

e rHOVHBIe MHMEKIUU KOMKKU U ITOJKOMKHOMN
raetuatku (85%);

e BCG-ur (85%);

e abOcreccol meuenu (72% ), yacteie aumdoame-
HUTHI (66% ), terounsie nadperuu (66% );

e adrosubIil croMaTut (15% ), MHOKEeCTBEHHBIH
kapuec (18%).

TUNUYHBIME BO30OYAUTENAMU IEePEUUCICH-
HBIX MHQPEKIIMOHHBIX 3a00JIeBaHUI OBLIN MHUKPO-
OpraHu3MBbI, BhIpabaThiBarolue Kartauasy (Staph.
aureus, Serratia, Escherichia, Pseudomonas,
Proteus, Salmonella ), a Tak:xe rpubsbl Aspergillus,
Candida.

B mocsiegHIO0 TPYIITY GBLIN BKJIIOUEHBI IMMYHO-
JneUIUTHBIE COCTOAHWSA, He OTHOCSIIINECS HU K OJJHOM
U3 BBIIIENIEPEUNCIeHHBIX Ipymnmn. IIpeacraBieHHAas
rpyIa HeoJHOPOAHA U IIpeJCcTaBjieHa peaKumu Gop-
MaMy UMMYHHOHN HeJIOCTaTOYHOCTH.

XpoHUUYECKUH KOKHO-CIU3UCTHIH KaHIU-
103 (CMHOHMMBI: XPOHUUECKUIN TIeHepaJn30BaH-
HBIA KaHIUI03; KAaHIUI0-9HJOKPUHHBIN CUHIPOM;
ayTOMMMYyHHAasA MOJUIHAOKPUHOIATUI—KaHIK-
I03—3dKTOZepMaibHast AUCTPO(Us) IPEICTABIECH B
Peructpe 34 nabaogeHuaMu. MMyHOJIOTHYECKAS
XapaKTepUCTUKA BeChbMa pAacCIJbIBUATA U IIOJIU-
mopdHa. OnucaHsbl:

e 130upaTeabHbIN T-KIeTOUHBIH Te(eKT B OTHO-
meHuu rpubos poga Candida;

e u3bupaTeJbHOE CHUMKEHHE T'UIePUYYBCTBU-
TeJIbHOCTH 3aMe/JIEHHOTO TUIIA U IIPoJIr{epaTuBHO-
ro orBera Ha autureH Candida;

e e()eKT XeMOTaKCHCa MOHOIIUTOB;

e medpexT momkJaccos IgG 2,4.

Kivuuyeckass KapTHHA TaKsyKe pasHoobpas-
Ha. TsoKecTh TeueHHs: 3a00JieBaHUS OIIPeesIserT-
cA HAJIWYMEM KaHIWJ03a CJIUBUCTBIX 000J0YEK
(100% ), rosxu (33% ), onuxomMuKo030B (72% ), MHO-
JKecTBeHHOTO0 Kapueca (62% ). Kpome Toro, pacmpo-
CTpPaHeHbI MOBTOPHBIE GaKTepuaibHble HHMEKIIUN
pecnupaTtopuoro tpaxkTa (77% ), koxu (50% ), JIOP-
oprauoB (28%), aumpoysnos (12%), mepuommue-
cxkaa nuapes (33%). BolaBasercsa rumnepiaasusd
MIeHHBIX U IIOAYETIOCTHBIX JuM@oysnioB (82%).
ITocTaTOYHO YACTO Pa3BUBAETCA SHAOKDPUHOIATHA:
runonapatupeod (40%), xpoHmueckas HaAIOUYeU-
HUKOBasA HemocTaTouHocTh (29%), rumotrmpeos
(14%). AyroummyHHBIe 3a60JieBaHUA: MMMYyHHasd
remonutuueckaa auHemud (10%), xpoHUMUecKuUit
arpeccuBHbI#l renatut (14%), xeparomatua (8% ),
anomerusd (8% ).

I'uniep-I1gE-cuaapom npexacrasiaeH 33 Haboae-
HUAMU. XapaKTepPHbIM IPU3HAKOM SABJISETCS CTOM-
KOe IIOBBIIIEHNE CHIBOPOTOUYHON KOHI[EHTPAIIUU
IgE>1000 KE/Mmi1, KoTOopoe, OOHAKO He MOYKET ObITh
JIOCTATOYHBIM KPHUTEPUEM IIPU OTCYTCTBUU Xapak-
TepHOU KJUHUUYECKON KapTuHbl. l'eHeTuueckasd
IPUPOJA KJIACCUUECKOI'0 ayTOCOMHO-IOMUHAHTHOTO
runep-IgE-curapoma 6bLIa ycTaHOBJIEHA CPaBHU-
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TeJIbHO HemaBHO, B 2007 r., 1 06yca0oBIeHA II0 TMeI0-
IIUMCST CerOJHS AaHHBIM I'€TePO3UTOTHON MyTaIlu-
eit rena STAT3. Kpome TOro, BbIIBJICHHBIN Ae)eKT
HeATPOPUIBHOIO XE€MOTAKCHCA, [MO-BUAUMOMY, He
WrpaeT BUIHOM POJIM B IATOreHe3e HAHHOI'O0 COCTO-
auusa. KauHnueckasa KapTUHa CUHAPOMA BKJIIOUYAET
IOBTOPHBIE XOJIOJHBIE a0CIlecChl MATKUX TKaHemn
(100%), ruoitublil tumdoanenut (52% ), THONHBIN
curycut (26% ), moBTopHbIE THOIHBIE OTUTHI (50% ),
TayKeable THeBMoHUU (85%), B T.4. AECTPYKTUB-
ueie (50% ), maesmarotese (50% ), abciecchl meue-
" (10%), kaugunosubiii cromatutT (11%). Takke
XapaKTepHbI AUCILIaTAYecKue uepTsl aura (33%),
aTUNMUUYHBIN aTonuueckuit gepmatur (100%) u
MaTOJIOTMYEeCKHUEe IIePeJIOMbl TPyOUaThIX KOCTel
(26% ). Dos3uHOGUINA KPOBU CTOMKAA WJIN YacTasd.

B nocineguue 15—20 jgeT MBI cTaau BKJIOYATH B
pPerucTp geTeli C ayTOBOCIAJIUTEILHBIMU CHHIPOMA -
MU, IPOABJIAIOIMMUCA TePUOSUUECKUMY (I[UKJIH-
YeCKUMM) Juxopamzkamu. K sTum 3a001eBaHUAM
MbI oTHecau cuHapom Mapianna (Periodic Fever,
Aphthous stomatitis, Pharyngitis, and cervical
lymph Adenitis, coxparnenno PFAPA-cuuaapom) (7
nmereit), rumep-IgD-curapom (5 gereii), cemelHyIO
cpenusemMHoMoOpcKyio auxopanky (FMF) (2 mereii).

Cundpom Mapwanna — CpaBHUTEJIBHO JOOPO-
KauyeCTBEHHBIM BapUAHT [UKJINYECKON JIUXOPaTKH,
KoTopasd MOKeT KOHTPOJUPOBATHCA TOH3UJIIK-
ToMuel; mpuemMom mpenHmsosoHa (1 Mr/Kr Beca
ONHOKPATHO MPU IE€PBOM MOABEMEe TeMIIepaTyphl
Tejia). B Xome [OJITOCPOYHOTO KaTaMHECTUUECKOTO
HaOJIIOMeHNA Ha IPOTAKeHNN 3—7 JIeT JUXopaaKa y
OGOJIBLIITMHCTBA AeTel CMATYMIACh UK CTAIa PEIKUM
aBneHueM. ['leHeTuuecKas npuposa 3a60IeBaHUA He
yCTaHOBJIeHA.

I'unep-IgD-cundpom o6GycioBieH nedeKTOM
reia MVK, Kogupyiollero MeBaJIOHATKUHA3Y
U JOKaJM30BaHHOTO Ha Xxpomocome 12 (12q24).
T'unep-IgD-curgpom xapakTepu3yeTCs UYacThIMU
SIMU30JaMU IIUKJINUYECKON JUXOPaJKU, COIPOBO-
JKaampIlelica aHTMHONW, a(TO3HBIMU CTOMATUTA-
mu, aumdoameHonaTueil, B HEKOTOPBIX CJAyYaaX
renarocmiaeHomeranuei. Ha BbicoTe Jmxopagou-
HOTO 5IM30/a BbIPAKEHHOCTb JaHHBIX CHMIITO-
MOB 3HAUMTeJbHAasA. XapaKTepPHOI 0COOEHHOCTHIO
ABJSAETCS 00PATUMOCTh KJIUHUKU, T.€. BHE BIIN30-
OB JINXOPAJKN He yIaBajioch OOHAPYKUTH IPU-
3HAKU JuM@paJeHONATuN, YBEJIUUYEHUS IeUYeHWU.
JlaGopaTopHasa AUarHOCTHMKAa OCHOBBLIBAEeTCS Ha
00Hapy:KeHUU B CBIBOPOTKE BBICOKUX ypoBHeit IgD
(>100 ME/mu).

Cemelinaa cpedu3emHnomopckas auxopao-
ka (FMF) oGycnoBieHa myramueii B rene MEFV
(nmoxanusarnua 16p13/3), KogupyoineM BEIPAOOTKY
nupuHa (MapeHOCTPUHA), U IPOABJIAETCA ITUKJIIM-
YECKUMU MU30JaMU JUXO0PAAKU, IOJUCEPO3UTAMU
(IIepUTOHUTOM, TIJIEBPUTOM ), apTPaJIrueil, pasBUTH-
eM aMIJIOn034a.

Hexnaccuumupoanusie ITUC O6biu ycra-
HOBJIEHBI ¥ 6 00JIbHBIX. IMMyHOJIOTHYEeCKAA XapaK-
TEepUCTUKA Oblla pasHOJUKAa, He YKJaAbIBajlach
B Kpurtepum usBecTHbIX IIWUJIC. HaubGosee uacTo
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BCTpeUasica CTOMKUM u riryookuit mepuiiur CD3+ u
ocobenro CD4+ mumdonuToB. YPOBHU UMMYHOTJIO-
OyJIMHOB ObLIN HOpMaabHbIMU. ClIyuan BHIABIEHUA
HekJgaccuduimporauubix Gopm IINJIC upesBrruaii-
HO penkue (6 m3 696). MuorogeTHME HaAOJIIOAEHUA
HaIleHTOB C TsMKeJ0H MHOKECTBEHHOW TI'HOMHO-
BOCHAJIUTEJIbHON CHUMIITOMATHUKOM, COOTBETCTBYIO-
el kKanaudeckoi Kapruue [IWUIIC, He yKIagbIBA-
[oIllelicsa HU B OJHO KJACCUMUIIMPOBAHHOE COCTO-
HUe, TO3BOJINJIN BLICTABUTH 9TOT JUATHO3.

3akiIoueHue

Berpeuaemocts ITUIC HaxoxmTca B oOpaTHOI
3aBUCUMOCTH OT CTEIEHU TSKECTHU STUX CUHAPO-
MoB. Hawmbosiee TsKesible CHUHIPOMBI, HAIpPUMeED,
TKUH, sIuMUHUPYIOTCS U3 IMOMYJIAINU, TaK Kak
manueHTsl 6e3 paguKaJIbHOM MMMYHOPEKOHCTPYK-
nuu (TJIaBHBIM 00pa3oM TPaHCILIAHTAIUS KOCTHO-
ro Mo3ra) B OOJIBIIMHCTBE CBOEM THOHYT y:Ke Ha
mepBoM rony :KusHu. HauboJsiee ierKue CUHIPOMBI,
HaIpuMep, CeJIeKTUBHAs HeJOCTaTOUYHOCTh IgA, He
CKa3bIBAIOTCA Ha IPOJOJIKUTENBLHOCTH KU3HU U
BCTPEYAIOTCA TOPasno Jyalle.

Xopomo kommnencupyemble MIIC (ceneKTus-
Hasd HeJOCTAaTOYHOCTb IgA, TpaH3UTOpHAA MJaJEeH-
yecKas THUIoOTaMMarjadyinHeMus 4 Jp.) Hepen-
KO BBIABJAIOTCA CJAy4YallHO. B IelcTBUTEIBHOCTH
UX CBA3b ¢ MHOMEKIMOHHLIMU, ayTOMMMYHHBIMU

U ajiepruyecKuMu 3a00JIeBAaHUAMU MOJKET OBITH
MeHbIIIel, YeM IIPOCJIEKUBAETCA II0 JaHHBIM peru-
cTpa, TaK KaK MCCJIeJOBAaHUA MMMYHOIJIOOYJINHOB
y GOJBHBIX ¢ MH(MEKIIMOHHBIMU, ayTOUMMYHHBIMUI
U aJlJIepruuecKuMu 3a00J€BaHUAMU IIPOBOLATCS
yarire, 4eM y 3J0POBBIX.

Bricokuit ypoBeHb BbIABIeHUsA paga IINIC
ompezesseTcsa IO APKUM BHEUMMYHHBIM KJIMHU-
KO0-71a60paTOPHBIM MapkepaMm. IIpumep: aTarkcusa—
TeJIeaHTUIKTa3usd, cuHApoM Buckorra—Oiagpuua,
XPOHUUYECKHUN KOYKHO-CIUBUCTBIN KaHAumo3. Mx
OoJsibIllasi IpeACTaBJIeHHOCTh B Perucrpe, uem TpaH-
3UTOPHOI TUIoramMmarjadbyaiuHeMun — apredaxT,
OTrPOMHOE YHUCJIO JeTedl paHHero Bo3pacTa C HU3-
KUM YPOBHEM MMMYHOTJIOOYJIMHOB He IIOABEPIKEHO
cepbe3HBIM 3a00JI€BAHUAM U He 00cjiefyeTcs.

Huarnos IINJC ocHOBBIBaeTCA IIpEXKJe BCETO
Ha HeaZleKBaTHOUM MHGMEKIIMOHHOI 3a00/1eBaeMOCTH.
YacToTa ApPyrux «MapKepoB» MMMYHHOU HemOCTa-
TOYHOCTY HeBeJsinKa (ajreprusa — 17% , ayroumMmmyH-
Had matojorus — 6%, 3JI0KaueCTBEHHbBIE OIyXOJIU
— 2% ) u, camoe rJ1aBHOe, HepaBHOMEpHA, IIPUCYIIa
JIUIIb OTAEJbHBIM (popMaM IIEePBUYHON MMMYHHON
HEJIOCTATOYHOCTMU.

Ddunancuposanue: @QuHAHCOB0U nodlepiKu 6
Hacmosueit cmamove He 0bLIO0.

Kongaukxm unmepecog: asmopvl. 3aA6JA10M, LMO
OHU He uMem KOHGIUKMO8 UHMepecos.
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