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AHAINMU3 AUHAMUKU OCHOBHbIX PEHOTUNMUYECKUX
nPoABNEHUN UMMYHHOWU HEOOCTATOYHOCTU Y NALUMEHTOB
C NEPBUYHBIMA UMMYHOOE®ULIUTAMU MO PE3YIIbTATAM

MHOIONETHEIO HABJIFOAEHUA

A.IO. NuwanbHukos, T.H. Mouceeesa
YIrMA, 2. YensbuHck

IlpencraBieHbl MaHHbIe MHOrOJeTHero Ha@IOfeHHMs TPYNNbI NAIHEHTOB C
nepBHYHLIMH HMMYHoAepunuTamu. Ilokaszano, 9To B Heinom GeHOTHNHYECKHE NPO-
SIBJICHAs BPOXAEHHOH MMMYHHOH HEJOCTATOYHOCTH NOIMMOPQHBI, HO HMeENTCH
cyliecTBeHHbIE KJIMHHYECKHE OTIMINTEIbHbIE IPH3HAKHA B 3aBHCHMOCTH OT GOPMBI
uMMyHoaedunuTa. CBoeBpeMeHHAsl [HATHOCTHKA H aJeKBaTHas Tepamus MO3BO-
JISIOT BO MHOTOM YJIY4LINTH TeYeHHe i MPOrHo3 3aGoeBanus.

Knrouegvie cnosa: nepsuunvie ummynooeguyumoi.

IlepBuunpie mmmyHonmedumuter (IIMI]) — st0
IpyIa reHeTHYeCKU JeTepMUHUPOBAHHbIX 3a00ieBa-
HUH, BO3HHMKAIONIMX B PE3yIbTaTe BHINANEHHUA HIH
HEJOCTaTOYHOCTH (YHKIMH PA3IMIHBIX KOMIIOHEHTOB
€CTECTBEHHOM U aialITUBHOM MMMYHHOM cucTeMs! [12].

C MOMeHTa NIepBBIX COOOIIEHHH O MalHeHTax C
BPOXKACHHBIMH HAapYIICHHSIMH HMMYHHOTO OTBETa B
cepenuHe nponuioro Beka [7] I cramu o6bexTOM
aKTHBHOI'O BHHMAaHHS HCCIENOBaTeNeH-MMMYHOJIOTOB
¥ NPaKTHKYIONIMX Bpaueil. B TeyeHue mocienyromux
necaTuwieTuii 6pu1a co3maHa HaydHas rpymma BO3 mo
paspaboTke KiaccupuKanuu BPOXKIECHHBIX Ie(eKTOB
HMMYHHTETa, Ha 0a3ze pa3IMYHBIX JEe4eOHBIX Y4pex-
JICHUH CO3MaBAINCh MCCIECNOBATENLCKAE HayqHbIE TPYII-
bl ¥ KJIMHAYECKHE OTHACNICHUs MO M3YYEHMIO JAHHOH
naronoruu [5, 16], onuceiBamics HOBBIE (OpMEI, Gop-
MHpPOBAJINCh KOHTHHEHTAJIbHbIE M HAlMOHAJBbHBIE pe-
ructpst ITU] [1, 13]. B 90-¢ roxs! Buepsrie B Poccuu
65611 coznan I0xHO-Ypansckuii peructp ITA/] [3], uro
MOCIY)KHJIO OCHOBOH I MOCHEAyIomed ONTHMM3a-
UM AWArHOCTHKH, JICUCHH] M HaOMOJEHUd B JUHA-
MHKE HMMYHOKOMIIDOMETHPOBaHHBIX INAIMEHTOB Ha
PETHOHAILHOM YPOBHE.

Ha cerogpamBuil A€HP B M3y4YCHHH NEPBUYHOM
uMMyHHOH HepoctatoyHocTH (MH) mocTurHyTH Boe-
yarsromue yenexd. K 2007 roxy Bepubunuposano u
BKIIOYeHO skcnepramu BO3 B xiaccuduxanuio Gosnee
yeM 150 pasnmuunbix ¢opm ITN]I, xapTuposaHo Gonee
120 rennsix pedexroB [7], a obmree KOMMUECTBO MYyTa-
[WH, HOEHTH(QUIMPOBAHHBIX B HEPOACTBEHHBIX CEMBIX
npu AaHHOM maronormu, Gomee 4500 [19]. B atoi
cBs3u yactoTta BcTpedaemoctu ITU]I, no cpaBHeHHIo C
60-MH rogaMH IpOULIOrO CTOJETHSA, YBEIHYHIACH.
Hanpumep, B CILIA 3a roa AuarHOCTHPYIOTCS NpH-
mepHO 400 HOBBIX ciryyaeB nepsuyHoit UH [17]. Tem
HE MEHee CYLIECTBYeT pealbHas mpoblieMa runoauar-
Hoctuku ITHN]], ocobenno B Poccunm [3, 4], peructpa-
MM U JMHaMHYECKOTO HaOIIONEHHs B OJHOM Jede-

HOM YYpEXXAEHHH JOCTATOYHOr0 KOJHYECTBA MalueH-
TOB C OAHO#H U ToOH xe PpopMoit BpoXkaeHHOro AedeKTa
HMMYHHTETA AJId aHanu3a Tedenns 6onesnu [14].

Crporo uaeHTH(GUIMPOBAaHHBEIE BPOXICHHBIE
cuaapomsl MH SBIAIOTCA YHHKAJILHOH MOZIENBIO AJIA
HCCeOBaHUA (DEHOTHIIMYECKHX IIPOSABICHUH KOH-
KpeTHhIX AetheKToB HMMyHHTETa, 4TO 0e3 mpeyBenu-
YyeHHs uMeeT OoNbIIoe 3HAYeHWE B NPUKIIAJHON Me-
IUIMHE B LENOM, U B KIMHHYECKOH HMMMYHOJIOTHH B
yacTHOCTH. ONHAKO @pPH OMMCAaHWH KIMHHYECKOH
KapTHHBI 04eHb MHOruX ¢opm IIN]] pa3nuuHbe aBTO-
PHI HEPEAKO OTMEYAIOT HAIMYHE Y IAMEHTOB C OIHUM U
TE€M K€ CHHIPOMOM CYIIECTBEHHBIX OTIHYHMH CHM-
NITOMaTHKH, XapaKkrepa TedeHus 3aboneBanus, 06bEMa
HEoOXOqUMOi Tepamuu, IpOTHO3a, OTCYTCTBHE KOp-
pesanuE Mexay reHorunoM u ¢enorunom [2, 20].
OmuCHIBaIOTCSA €IHMHUYHBIE CIy4ayd OCOOSHHBIX BapHaH-
ToB Teuenusa ITU]] [11, 15].

IIpuopuTeTHHIM KIMHHYECKHM HaIpaBlIE€HHEM B
MMMYHOJIOTHH fBJIeTCH pa3paboTka W BHENPEHHE B
LIMPOKYIO HNPAKTHKY PaJUKaJbHBIX METONOB JICYSHUA
TIA1: TpancmaHTanMy KOCTHOT'O MO3Ta MM FeMOIIo-
3THYECKHUX CTBOJIOBBIX KJIeTOK 0T HLA-COBMECTHMBIX
JIOHOPOB, T€HHO#H MH)KEHEPHH, KOTOpPHIE IIPH HEKOTO-
PBIX HMMyHOAedHUNUTaX SABIAIOTCA EIUHCTBEHHBIM
MeronoM nedenusd [2, 8]. Ho x HacToAnmeMy BpeMeHU
HMMYHOPEKOHCTPYKTHBHbIE BHIBI TEpamuu pa3pabo-
TaHBI UG A1 oTaensHbX Gopm ITU]] u o pasHeIM
MPUYHHAM SBILIIOTCS MaJIOJOCTYIHBIMH JJIs HalyeH-
TOB, JaXe B T€X CTpaHaX, I/Ie OHM HCIONb3YIOTCH.
B 3THX yCIOBHAX, O4EBHAHO, YTO HE PAAHKAJILHBIE, HO
aZieKBaTHBIE CXEMBI JIeYeHHs 3TOH Karteropuu 00Jb-
HBIX YpPEe3BBHIYAaHHO BaXKHBI, TaK KaK 3TO IO3BOJAET
NPeNOTBPAaTHTh WM YMEHBIINTh OOBEM MOpaXKEeHHs
Pa3nuyHbIX OpraHoB HH(EKUHOHHBIMH areHTaMu,
Pa3BUTHE XPOHUYECKOrO BOCHAIHMTENHLHOrO Iponecca,
OCJIOXKHEHHH M, COOTBETCTBEHHO, YBEIIMYHUTH IPOJOJI-
JKHTEJILHOCTh M KAa4eCTBO >KM3HM MarueHToB [6, 17].
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AHanu3 uHaMUuKu OCHO8HbIX (heHOMUIMU4eCKUX
nposesieHull uMMyHHOU HedocmamoyYyHocmu...

B cBs3u ¢ 3THM JanbHeiniee uzyyeHue 3(dexTuBHO-
CTH pa3luYHBIX IOAXOJOB K TEpanMy HalMeHTOB,
crpagaromux IIM]], ocobeHHO IIpH NPOCHEKTUBHOM
HAGIIOICHNH, SBIAETCA BECbMa aKTyalubHbIM [6, 10].

Takum o6pazoM, mpocneKkTHBHOE HabironeHue,
Jake 3a OTHOCHTENHHO HEOONBIIMMH IPYNIAaMH Ma-
UUeHToB ¢ pasnuyHbiMH (opmamu ITU]], sBunsercs
aKTyaJbHBIM M IO3BOJIIET HAaKOIHUTH PENPE3CHTATHB-
HBIH KIMHWYECKHH MaTepHal Ui NPOBEeHHs aHalH-
3a 0COOEHHOCTEH U BO3MOXXHBIX BAPHAHTOB KIMHHYE-
CKOro  TeueHHs 3a00JIeBaHHUsi, OCIOXHEHHH B MEHSIIO-
LIUXCS YCIOBHAX, IPOBOJHTH OLEHKY 3G (EKTHBHOCTH
JiedeHNsd U KayecTBa XXH3HA. BeimensnoxeHHoe omnpe-
JeTIII0 [ellb ¥ 3a1a4y HAaCTOAIIEr0 HCCIIEJOBaHUS.

Marepnansl ¥ Meroabl. Hactosmas pabota
BHINOJIHEHA Ha 0a3e CHenHalM3MpOBaHHOTO OTIENe-
Hug OOnacTHOM MNETCKOM KIMHMYECKOH OOIbHHIIBI
r. YenabuHcKa, SBIAIOIIErocs KIMHUYECKOH Oa3oi
Kadenpsl uMMyHonoruu u awiepronorun Yen'MA.
OOBEKTOM HCCIEHOBaHMA SBHINCH 27 OOJNBHBEIX C
TIN]], npoxuBaroniux Ha Teppuropud YensOuHCKOM
obnactu u r. Yenabuucka, U3 KOTOPHIX 22 ManueHTa
MYJKCKOTO I0J1a ¥ 5 — JXE€HCKOro, B BO3pacTte OT 2 1o
28 ner (mMTEensHOCTh HabOMIOAEHMs cocTaBmia oT 1
1o 15 ner).

Bce 6onbHBIE 00CI€A0BaHbI 10 OOMIEIPHHATOH B
KIMHHKE CXeMe, BKIIOYAloIei cOop aHaMHe3a, B TOM
YHClIe TeHEeaJIOTHYECKHi; OLEHKY OOBEKTHBHOTO CTa-
Tyca B [AWHAMHKE; KIMHUYECKHE, OHOXUMHYECKHE,
6axTepHONIOrHYecKde M HHCTPYMEHTAJIbHBIE METOIBI
uccinenopanus. VMmyHonoruueckoe obcienoBaHue
BKJIIOYaJIO OMNpEAeNeHHE KOHLEHTPAIMH CHIBOPOTOY-
HBIX MMMYHOTITIOOYJIHHOB, YPOBHA HHPKYIHPYIOLIHX
HMMYHHBIX KOMILIEKCOB, OOmeil reMoJIHTHYECKOMH
aKTHBHOCTH KOMILIEMEHTA; OlpeneneHue qucna (a-
TOLUTHPYIONIMX KIETOK, MX INOTJIOTHTENbHOM, CIIOH-
TaHHOM ¥ wmHmynupoBaHHo# HCT-aktuBHOCTH, npH
HEOOXOJHMOCTH — HCCIENOBaHHE XEMOTAKCHCa M Xe-
MokuHe3a. KonnuecTBEHHOE ONpelielieHNe OCHOBHEBIX
KknerouHbx nomymanuii: T-mumbonuros, B-mambo-

LUTOB, UX CyONOMyNAnui, rpaHyIONHUTOB X MOHOIH-
TOB, IPOBOAWIM Ha NpoToYHOM IuToMeTrpe BD FACS
Canto II ¢pupmer «Becton Dickenson» ¢ ucnonb3oBa-
HMeM mnporpammuoro npoaykra BD FACSCanto™
clinical software, BD FACS Diva. UccnenoBanue npo-
BOJWIOCH 0 METOIUKE, NPEIUIOKEHHOH MPOU3BOIM-
TEJIEM C HCIONB30BaHUEM IaHeNel MOHOKIOHAJIBHBIX
agturen BD Multi TEST IMK Kit: CD3-FITC/CDS-
PE/CD45-PerCP/CD4-APC, CD3-FITC/CD16+CD56-
PE/CD45-PerCP/CD19-APC; CD4, CD16, CD25, HLA-
DR, CD3-FITCHLA-DR-PE; CD16-FITC/CD56-PE/
/CD3-ECD; BD Oncomark TCRof-FITC/TCRyS-PE/
/CD3-PerCP-cy 5.5; BD CDASFITC/CD34PE nna
BBISBJIEHHS CIEIYIOLIMX CyOmomyanuii 1aM(ponuToB
CD3 TCRy3, CD3 TCRaf, CD4, CD8, CD19, CD16,
CD56, CD5, CD25, CD34, HLA-DR.

Hcxona U3 MOCTaBICHHBIX LEAM U 3aJad HCCIe-
JIOBaHMS, B IIPOCIIEKTUBHOE HaOIIOeHHE OBUIN BKIIIO-
4eHbl manueHThl ¢ TeMu ¢opmamu ITW]I, xotopsie
MPUHATO CYUTATh KaK «YCJIOBHO COBMECTHMBIE C XKH3-
HBIO» U, KPOME 3TOr0, TPeOYIOIIHe PeryisipHOro Iu-
HaMHYECKOTO HaOJII0ZIeHHs Bpada-MMMYHOJIOTa B Te-
4yeHue Bced xu3Hu. TakuM 0Opa3oM, B HCCIEIOBaHHE
HE BOIUIM OOJNBHBIE C Pa3IMYHBIMH BapHAHTaMH TH-
JKenol KOMOMHHPOBaHHOH MMMYHHOH HEIOCTaTOYHO-
CTH, IIOCKOJIBKY TaKWe AETH Norubany B MEpBHIEC He-
e ¥ Mecansl XM3HH. Takke HCKIIOYEHa rpymnma
JIeTeil ¥ B3POCIBIX C CEJIEKTUBHEIM AehunuToMm IgA n
Man{eHTHl C TPaH3UTOPHOM IHIIOraMMario0yIHHEMH-
eif paHHETO BO3pacTa, TaK Kak GOJbHBIE B 3THX CIIyda-
AX HabIIOaloTCs MeNUaTpaMH U TepamneBTaMHA U, Kak
MPaBWIO, HE HYXIAIOTCA B PEryJIPHOM KOHTPOJIE M
JIYSHHH Yy Bpaua ajuieproiora-ummysHonora. Kpome
9TOr0, MCKIIOYEHB! MAIMEHTHl, KOTOpBIE IOrHOIHM
BCKOpE IOCJIE IOCTAaHOBKH AMAarHo3a u/wnu Habmrona-
JHMCh N0 pa3HBIM IIPAYHHAM HEMPOAOJDKUTENHHOE
BpeMs (cM. Tabnuiy).

Y HaOmromaeMbIX HaMH B OUHAMHKE OOJIBHEBIX
IuarsoctupoBaHsl 8 pasmmunbix ¢opm ITHAJI, koto-
pHl€ NIPENCTaBIIIOT, COTIACHO IMOCieaHeH Kiaccubu-

IucnaHcepHas rpynrna naluueHToB ¢ NepBUYHLIMU UMMYHOOe(dUUUTaMKU

Yucno Bospact | F———
®opma I Gomprerx | BepuguKaiiy HabroneHus
M| It JAarHo3a (net)
(s1et)
I. IlpenmymiecTBeHHO AHTHTeAbHbBIE e eKThI: 10 | - 1,5-16 1-15
1. X-cuerurennas arammarno0ynunemus (XLA) 5 - 1,5-6 6-12.5
2. O6uras BapuabenbHas IMMYHHAsA
HepocTatoyHocTh (CVID) 5 - 2,5-16 1-15
I1 Bpo:xnennbie nedeKThl (ParonuToB: 5 3 0,174 1-15
1. Xponuueckas rpanynemaro3sas 6one3ns (CGD) 6 2 0,5-4 1-3
2. Cuagpowm IlIBaxmana (SDS) 2 1 0,17-0,8 6,5-15
II1. ipyrue xopomio onpeneiseMsbie 7 2 0,17-9 1-15
HMMYHOJe(UIHTHbIE CHHIPOMBI:
1. Cungpom Buckorra—Onpnpuua (WAS) 3 - 0,17-2,5 24
2. Arakcusa-teneanrudkrasus (AT) 2 - 8-9 4-9
3. Cungpom Huiimeren (NBS) 1 - 8 1,5
4. XpoHndyeckuii KoXXHO-cnu3ucThii kanauno3 (CMC) 1 2 1,7-14 1-15
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NMpo6nemMbl 3apaBooxpaHeHust

Kanuu dkcneptoB BO3, HECKOIBKO OCHOBHBIX IPYIIIL:
I — npeumymecTBeHHO aHTUTENbHbIE Aedexrs; I —
nedexrs! - paronuros; III — npyrue xopomo ompene-
JiAeMble UMMYHOAEHUIUTHBIE CHHAPOMBI (CM. Tabnu-
ny). Bepudnxanua ITMJ ocymecTiaiace Ha OCHO-
BaHMM JUArHOCTHYECKUX IIPOTOKOJIOB, CO3JaHHBIX
skcnepramu ESID (European Society for Immuno-
deficiency Diseases), PAGID (Pan-American Group
for Immunodeficiency) [9] u nuarHOCTHYECKHX KpH-
TepueB MexIyHapoJHO# IpyNIbl N0 U3Yy4EHHIO CHH-
npoma Huiimerena [18]. Ilpu okonuyarensHOM ¢opmy-
JIUPOBAHUM JUArHO3a MBI HCIONB30BAJIH TOJIBKO BEPO-
SATHBIE U JIOCTOBEPHBIE PEKOMEHIYEMbIE SKCIEPTaMHU
NpHU3HAKK, BKIIOYas pe3ynbTaThl  MOJEKYIIPHO-
reHeTHvecKkoro oocnenosanusa. B mocnexyiomem Ha-
MH OCYILECTBISUIOCH 0OO0f3aTensHOEe aMOymaTopHoe
JUHAMHYECKOe HabNIofeHue MalieHTOB, a Ipu HeoO-
XOJMMOCTH OOCHeNOBaHME M JIEYEHHE B YCIOBHAX
cranuoHapa. B psane ciaydaeB O0oibHBIE HEOJHOKPATHO
HaXOAWINCh Ha 0OCIENOBaHMU U JIEYEHUH B OTJElIE-
HHM MMMYHOJEHIUTHBIX cocTosHuH PecryGmukas-
CKOHM JIETCKOM KIMHHYECKOH 00nbHMUBI I'. MOCKBBI.
Kak BugHO M3 Tabnumpl, ¢ JUarHo3oM X-crer-
JIeHHas araMMarioOyinuHeMus (B aHTJIOA3BIYHOM JIH-
Tepatype — XLA) Habmonaercd 5 HDallUEHTOB MYX-
CKOro moia B Bo3pacte oT 8 mo 25 ner. J{nurenbHOCTH
HaOmomeHus B NaHHO#M Tpymie cocTaBwia OT 6 1o
12,5 ner. JluarHo3 Obu1 BepHGUIMPOBaH B BO3pacTe
ot 1,5 o 6 ner. C nuarHo3om obmieii BapuaGensHO#H
uMMyHHO# HenoctatoyHoctH (CVID) Hamu Haburo-
IAIOTCS 5 MalMeHTOB MYXCKOro 1ojia B Bo3pacte ot 6
no 28 ner (anuTensHOCTh HaOMomeHus oT 1 roga mo
15 ner). [Juarno3 BepuduupoBan B Bo3pacte OT 2,5
o 16 ner. C XpoHMYECKO# IpaHyneMaTo3HO# OoJes-
=10 (CGD) Mb1 Habmoaanu 6 4yenosek (4 MaJIbuUKa B
2 IeBOYKH) B BO3pacTe OT 2 A0 5 neT (JUIMTEeNBHOCTD
Habmonenus ot 1 roaa mo 3 aet). Juarnos CGD 6b11
Bepuumposan B Bospacte ot 0,5 no 4 ner. C cun-
npomoMm IlIBaxmana (SDS) MBI HabnroZjaeM manueHT-
Ky B Bo3pacte 15 ner u Manbuuka 7 ner B TedeHue 15
u 6,5 ner coorBercTBeHHO. [lnarao3 SDS Obu1 Bepu-
(unmpoBaH y [EBOYKM B BO3pacTe 2 MeECALEB, Y
manbunka — 10 mecsnes. C auarsozom cusapom Buc-
kotta-Ongpuua (WAS) nHabmogarorcs 3 nanueHTa
MY’KCKOTO I0JIa B Bo3pacte oT 2 A0 6 jeT (miurensb-
HOCTh HabmoneHus ot 2 1o 4 ner). WAS 6bu1 Bepu-
¢unupoBan B BO3pacTe OT 2 MecAuleB 0 2,5 JeT.
C nuarsHo3oM atakcui-teneaHruskrasus (AT) Habiro-
JIal0Tcs 2 ManueHTa MY)KCKOTro Iona B Bo3pacte 12 u
18 ner (auarno3 Bepudunuposad B 8 u 9 meT cooT-
BercTBeHHO). C XDOHHYECKMM KOXXHO-CIM3HUCTHIM
kaaauno3oMm (CMC) mamu HaGmomanuch 3 namMeHTa
(2 GONBHBIX KEHCKOro Mmoja U 1 — My»XCKOro) B BO3-
pacte ot 2,5 no 34 netr (WmMTENbHOCTh HabMIONEHMA
ot 1 go 15 ner). [luarso3 6bu1 BepubHIUPOBaH B BO3-
pacre ot 1,7 no 14 ner. Cunapom Huiimerena (NBS)
IUarHOCTHPOBaH y 1 nmanuenTa B Bo3pacre 8 net (au-
TEeNLHOCTH HabMoaeHus cocrasuia 1,5 roaa).
Pe3yabTaThl HCCIEAOBaHMA H O0CyXKHeHHe.
PerpocnexTuBHBIH aHanu3 MUCTOpUil 3aboneBaHHA 10

noctaHoBku nuarfoza IIMJI u nmocnenyromee mnpo-
CIeKTHBHOE HabmiofeHue 3a 3ToH Kareropueil 6ouib-
HBIX IIOKa3aJH, YTO HECMOTPA Ha BPOXIECHHYIO HECO-
CTOATENBHOCTh Pa3NHUYHbIX KOMIAPTMEHTOB HMMYH-
HO#M CHCTEMBI, NPaKTHYeCKH Bce (OpPMBI MMMYHOZE-
¢HuOUTOB B HameM HaOMOAEHWH OOBENUHSACT OOMH,
HO JIOMHHHUDYIOIIMN KIMHHUYECKUH MapKep: O4YEHb
BBICOKas MH(pEKIMOHHAA 3a00J1€BaEMOCTh IAIMEHTOB,
OTJIMYAIONIAACA MOJNHMTONHBIM XapaKTepoM, penuAu-
BUPYIOIIMM/XPOHHYECKHM TEYEHHEM, a TaKKe pe3H-
CTEHTHOCTBIO K TPaJHLIHOHHO IIPOBOJMMON Tepanuu.
C npyroii CTOpOHEBI, HECMOTpA Ha OOIIYI0 CXOXKECTH,
HHG}EKIMOHHEIH CHHAPOM HMeN HEKOTOPEIE, HO CyILle-
CTBEHHBIE, HA Hall B3TJLJ, OTIMYUTEIbHbIE IPU3HAKH
B 3aBucuMoctd oT (opmer ITHUI. Kpome astoro, Tak
Ha3bIBaeMble «HEHH(EKIHOHHBIE» IIPOABIECHUS TaKKe
HMENH OIpENeNICHHYI0 Clend(pHIHOCTh U B IENOM
JOTONHMIM KIMHHYECKYIO XapaKTEPHCTHKY OTHENb-
HBIX CHHAPOMOB IIEPBHYHOH MMMYHHOH HEIOCTaTOY-
HocTH. Tem He MeHee, Jaxe IOCIe MONYYEHHA pe-
3yJTaTOB MMMYHOJIOTHYECKOTO 00CIIEeN0BaHuUA, IpO-
BOIUThH AuGGepeHINaNBHBIA JUArHO3 MEXIY OTHElb-
HeIMH BapuaHTamu [T B psape cioydaeB Obuno Kpaii-
He cnoxkHo. Hampumep, npu cHHIpOMax TOTaJbHOM
HEJIOCTATOYHOCTH AHTHTEJIONPOXYKIMH (araMmario-
OynuHEeMUN).

Tak, y Bcex 6e3 uckimoueHus 6onpHbIX ¢ XLA n
CVID, xoTophie TpaJWUIIMOHHO OTHOCAT K OIHOH
rpynne IIAJ] ¢ npeumymecTBeHHBIMH HedexraMu
aHTHUTEJ, B pa3Hble NEpHONLI HaOMIOneHHs HaMH OT-
MEYeHB! TspKelble Gakrepuanbubie mHGeknun. ITanu-
€HTOB C 3THMH ()OpMaMH MMMYHHOH HEINOCTaTOYHO-
CTH 0ObeMUHACT eIlle OJUH OYeHb NATOrHOMOHHWYHEIH,
HO J1a00paTOpHBIH NPU3HAK, 2 HIMEHHO PE3KOe CHIDKE-
HHE WM JaXke IOJHOE OTCYTCTBHE MMMYHOIJIOOYIH-
HOB OCHOBHEIX KiaccoB (IgA, IgM, IgG, IgE) B ceiBo-
poTtke kpoBH. JleHiCTBHTENBHO, y BCeX HabmIonaeMeIx
Hamu GonpHBIX ¢ XA 10 Hayana peryJsipHOH 3amec-
TUTENBHOH TEpanuu YpPOBEHb BCEX CHIBOPOTOYHEBIX
HMMYHOTJIO0YIHHOB ObLI NpPaKTHYECKH PaBEH HYIIO
WIA ONpPENEIUINCh TaK Ha3bIBaEMBIE «CIIEHOBBIE»
KOHIleHTpanuy. B nomHo# Mepe 3TO Kacajloch U Manu-
entoB ¢ CVID, 3a UCKJIIOYEHHEM TOT0, YTO IOKa3aTe-
au IgM B CHIBOPOTKE KPOBH BapbHPOBAIH OT GONBHO-
ro K 60IBHOMY OT Pe3KO CHIDKEHHBIX 10 HOPMAIbHBIX
spaveHni. [Ipy n3ydyenun nonyaAnuoHHOrO U cybmo-
OyJIIMOHHOTO YpOBHEH auM(OmUTOB ¢ MOHOKIO-
HanbHbIME aHTuUTeNnaMu (MKAT) y Bcex nmeteit ¢ XLA
B KpPOBH INOJHOCTBIO OTCYTCTBOBAJIH MM HE NPEBHI-
wam 1 % nupkynupytomue B-iierku (CD19+).

OnHaKo 3TOT KO HEAABHETO BPEMEHH JUAarHOCTH-
4YecKuii Mapkep, HO3BOJBIIMHA AuddepeHnupoBaTh
XLA ot CVID, sBnsercs B HACTOAIIEE BPEMS BEPOAT-
HBIM, HO HE JOCTOBEPHBIM NPH3HAKOM, IIOCKOJBKY B
COBPEMEHHOM IUTEpaType onuckiBatoTcs ciaydan CVID
¢ orcyrctBUeM B-numopormros [9]. Takum oOpaszom, B
pe3yJbTaTe NPOCIEKTHBHOTO KIMHHYECKOTO Habmone-
HHA U 10 COBOKYIIHOCTH BCEX MOJYYEHHBIX JaHHBIX, B
TOM YHMCIE BBUIBJICHHA C NOMOIIBIO MOJEKYILIPHO-
FEHETHYECKOro obCeIoBaHNs Y psAa HAaIllUX MalyeH-
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TOB 2 BapuaHTOB MyTtamuH (c.1750+5 G > A (Int 17);
¢.993 C>T (exonl0)) B rene btk (Bruton’s tyrosine
kinase), MBI u3 oOmell rpymmnbl NaUEHTOB, CTPaNalo-
umx aramMarnobynuaemueii, Berienmm XLA u CVID.
Heo6xomuMo mpH 3TOM OTMETHTH, 4TO 2 U3 5 00ib-
Beix ¢ CVID uMenu kpailHe HHU3KHE YPOBHH LUPKY-
smpyromux CD19+ mamdonuros (ot 0 1o 3 %).
JleTanpHBIH aHanM3 aHaMHe3a 3aboneBaHus, Ha-
YHHaj C MEPHOAa HOBOPOXKAEHHOCTH, U Aalee B Tede-
‘HHE JOCTAaTOYHO MPONOKUTENBHOrO IEPHOAa BpeMe-
HH [I0Ka3al, 4To y manueHToB ¢ XLA MaHubecranus
KJINHAYECKUX TIPOABJICHHIA HMMYHHOH HENOCTaTOYHO-
CTH NPHUIUIACH yXK€ Ha KOHeI 1-ro rona >kus3HH, a y
onHOro GONBHOrO Jake Ha mepBble ee MecsAnbl. Han-
Gonee yacTo Habmropamuch GakTepHanbHbie HHOEK-
muu OpoHX0NeroyHoi cucteMs! (GPOHXMTHI, IHEBMO-
Hus) U JIOP-opraHoB, HECKOJBKO pEXE — THOMHBIE
KOHBIOHKTHBHUTHI, THOHHBIE IIOPKEHUA KOXKH U NOJ-
KOXKHO-)XHMPOBOH KiIeT4aTku. B oTnmyme oT nereit c
XLA, y 6onpaeix ¢ CVID nebior uHGEKIHMOHHOTO
CHHZIPOMA CO BCEMH €ro :0COOEHHOCTAMH, XapakKTep-
HBIMH 11 MMMYHOKOMIIPOMETHPOBAHHBIX IIaI[UEH-
TOB, OTMEYEH MO3JHee, KaK NpaBmwio, Ha 3—4 roxy
sxwu3HA. [IpH 3TOM NepBHIMH IO BPEMEHH BO3HMKHO-
BeHHd W HambGonee YaCTHIMH ObUIM HHGMEKIHM XKETy-
Io4HO-KumieyHoro Tpakra, JIOP-opranoB, KoXxu u
[OZIKOXHO-XXHPOBO# KJIETYATKH, a OPOHXOJEroyHsie
uHpexHy y 4 U3 5 NaUHEHTOB NPUCOEAHUHINCH 1103~
xe. Kpome storo, nus GonpmmucTBa fereit ¢ XLA
Jaxe TepBble WHOEKIMOHHBIE OCIOXHEHHSI HOCWIH
TSDKENbIH, JXU3HEYTPOXKAIOIMA XapakTep (THOMHO-
JIECTPYKTHBHAs NHEBMOHMA, CENTHYECKHH DHIOKap-
IWT U 1p.), Toraa kak y 6oaesex ¢ CVID oHE BeTpe-
‘Yanuch 3HaYUTENsHO pexke: K MoMeHTy Bepudukanun
Juarnosa ITM]] Ha KaxAOro mamueHTa oOeHx rpymm
NPUXOAUIOCH OT 2 N0 6.049aroB penuaUBHpYIOMIEH
GaxrepuansHoi nHdpexnun. POopMUPOBaHUE XPOHUYE-
ckoro MH(pEeKnHOHHOrO mponecca (Ipekae BCEro, B
oponxonerouynoii cucreme 1 JIOP-opranax) oTMe4eHo
HaMH yxe Ha 2-3 Tony >KH3HH y 3 U3 5 NmanueHToB C
XLA n nocne 4-5 ner y 4 u3 5 naruenros ¢ CVID.
ITocne ycTaHOBNEHHM QHArHO3a BCEM IIAMEHTaM
¢ HapynieHueM nponykuuu anturen (XLA, CVID) B
KauyecTBE OCHOBHOIO JICUEHHs ObLIa PEKOMEHIOBaHA
perymnsapHas (ue pexxe 1 pasa B 3-4 Henenw), HOXKH3-
HEeHHas 3aMECTHTENbHas Tepamnusd aHTHTEIOCOIEepIKa-
OIMMH IpenapataMy (HMMYHOTNIOOYNIHH JUIs BHYTpH-
BEHHOTO BBEIICHH), @ TAKKE PaHHEE NapPEeHTEPATbHOE
Ha3Ha4YeHWe aHTHOMOTHKOB IMHMPOKOro CIIEKTpa Iew-
CTBHS [PH MUHHMAIIBHBIX NPOSBIEHHAX WH(EKIHMOH-
Horo 3ab6onesanus. Ha doHe neyenus npu auHaMude-
CKOM HaOJIONEHHH HaMH OTMEYEHO CYIIECTBEHHOE
YIIy4IUEHHE COCTOSHUA M KaueCTBa XHU3HH IalEeHTOB.
AnexBaTHas Tepanug HPHBOAMIA K CHIXKEHHIO JacTo-
TBI M TSDKECTH MH(EKIHOHHBIX OCI0)XKHEHHUI: 60IbHbIE
MEPEHOCHIIH OCTphble pecnupaTopHble HHbekmuu 1-3
pasa B roj B jerkod ¢opme. OnHAKO MPAKTHYECKH Y
Bcex manuentoB ¢ XLA u CVID B pa3Hsle nepuozb!
BPEMEHHU B CHJIy PasiHYHBIX OOCTOATENBCTB 3aMECTH-
TeJbHAas Tepanuid BpadaMH II0 MECTy JKHMTEIbCTBA

poBOAMIACH INOO HEpETYIApHO, MO0 B HealeKBarT-
HO# J1o3€.

970 HEN30€)KHO NPUBOJUIIO K IOABICHHIO HOBBIX
OaxTepuanbHEIX HHGEKNMH, Yame ¢ HOpakKeHHEM
JIOP-opranoB u OpOHXOJIErOYHOH cHCTEMB. B pe-
3yIbTaTe y BCEX OONBHBIX 00EMX rpynil B AMHAMHKE
copMHpOBATHCH XPOHHYECKHE CHHOITYIbMOHAILHEIE
uHOEKIMOHHbIE 3a00JeBaHnsd. Y CaMBIX CTAapIINX Ha-
mux nanueHToB ¢ XLA u CVID B 19 u 20 ner coort-
BETCTBEHHO IHAarHOCTHPOBaHa OGPOHXO3KTaTHYECKasA
6one3Hs.

Bpoxnennsie aedekTsl (HaronUToB B HAIIEM HC-
CIIENOBaHUM MpeACTaBiIeHBl AByMsA (opmamu ITHAJI:
CGD - o6ycnoBieHHass HECIIOCOOHOCTBIO (paronuToB
TeHEepHPOBaTh peaKTHBHEIE (POPMBI KHcnopona (OTpH-
HaTeNbHBIA CrOHTaHHRIA W uHAymuposBanHsd HCT-
TECT MO pe3yIbTaTaM MMMYHOJOIHYECKOro obcimeno-
BaHM), MIMEIOIIHE KPHTHIECKOE 3HAUCHHE B KIWLIHHTE
6axtepuii, rpubos, nmapasutoB; SDS — npu koTopom
OCHOBHOH HMMMYHOJIOTHYECKHH aedeKT oO0yCIoBIEH
CHIDKEHHBIM HEHTPO(IIBHEIM XE€MOTaKCHCOM. AHa-
A3 UCTOpHil OOJE3HH 3TOH Kareropuu GONBHBIX MO-
Kas3al, YTO KJIMHMYECKHE IPH3HAKHA HMMYHOAeduuTa
OoTMeYayuch y OonbOoiMHCTBa IeTell oOenx rpymm
O4eHb PaHO, HO IO CBOEH TSKECTH WM HOCIEAYIOIESH
JVHAMHKE PasBHTHA OCJIOKHEHHH HMENH CYIIECTBEH-
Hbl€ pa3IM4Ms B 3aBHCHMOCTH OT IIEPBHYHOTO ZeheK-
Ta TOH MK NHOH GYyHKIMH (ParonuToB.

V 4 u3 6 marmentoB ¢ CGD yxe B nepuozie HO-
BOPOXIEHHOCTH BpadaMH IeuarpaMd OBUT JuarHo-
CTHpOBaH BesuKynomycTynes. Ilocne MMMyHM3amMH
npoTHB TyOepKynes3a y Bcex AeTed Kak MHHHAMYM OT-
MedeHa HeoOwryHas peaknusa Ha BIDK-Bakmunanmio
(cwipHas MecTHas peakuus, JIHUTEIBHOE HE3aKHBIIE-
HHUE MECTa NPUBMBKH, JEBOCTOPOHHMI IIOJMBIIIEY-
HBIA nuMdaneHHT) B KaK MaKCHMyM — TE€HEpaIM30-
panHai BIDK-undexmua ¢ nopaxenneM nepudepuye-
ckux numpaTHIECKHUX y3JIOB U JIeTKuX (y 4 u3 6 namm-
€HTOB). B mocnenyromeM pa3BepHyTas KIHHHYECKas
kaptuHa CGD xapakrepusoBaiacs GOJNBIIMM pasHO-
obpa3ueM NOpa)KeHHi, NPEeUMYIIECTBEHHO HHpeKnu-
oHHbIX. Takue penumuBUpymOINe OGakTepUaIbHBIE
uHpekuun, Kak THO#HbIe IuMbaJeHUTH, abcrecch
NEYeHH, THOMHEIN NapanpoKTUT, TOKENIbe KUIIeYHbIe
HH(MEKINH, TOBTOPHbIE ITHEBMOHHH B COBOKYIHOCTH
PETHCTPHPOBAINCH 33 OTHOCHTENIBHO HEGOJBLIOH Ie-
PHOI BPEMEHH JaXke Y OTHENILHO B3ATHIX MAIIEHTOB C
CGD. Ha stom ¢one ObicTpo ¢opMHpOBaiace 3a-
Jepxka (U3MIecKoro pa3BHTHA M relnaToCcILIEHOMETa-
mua. Tsokects HHOEKUHMOHHBIX OCIIOXKHEHUH TpeOoBa-
7a Ha3Ha4YeHMd IIMTENbHOH INapeHTepanbHOH aHTH-
OaKTepHaIbHOH Tepanuu ¢ Ha3HauYeHHEM He MeHee 2-3
aHTUOMOTHKOB, BBEIECHHS IPOTHBOTPUOKOBBIX CPECTB
M Ha3HAYCHHs aKTUBHOH IPOTHBOTYOEPKYJE3HOH Te-
panuu npu crnenududeckoMm nponecce. Ilocne ycra-
HOBJIEHHS IMar€Ho3a BceM 0e3 MCKIIOYeHHd IETAM C
CGD Opuia Ha3Ha4Ye€Ha MOCTOAHHAA (MOXKH3HEHHAA)
npo¢uiakTHYeckas NPOTHBOMHKPOOHAs M IPOTHBO-
rpubKoBas Tepanusd, KOTopas CIOcOOCTBOBaNa 3HAYH-
TEJbHOMY YMEHBIIEHHIO 4YacTOThl THKENbIX HHGeK-
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uuit. B ornmuue ot 6onpHbx ¢ CGD, y mereit ¢ SDS
O ToJa Ha NEpBHIH IUIaH BHICTYNAIH IIPOSBICHHUA,
CBsI3aHHBIE C 3K30KPHHHOH HENOCTaTOYHOCTHIO IOA-
JKEITyJOYHOH JkeNe3bl, B BHIE CTEATOPEN CMEIaHHOI0
THIA, a NO3JJHEE — OTCTaBaHHE B POCTE, 3a/IEpiKKa KO-
CTHOI'O BO3pacTa, CKeJeTHbie Hapymenud. Kimauye-
CKuil 1e0I0T MMMYHHOH HEZOCTAaTOYHOCTH y JIETeH ¢
SDS oTMedeH K KOHIy 1-Tro rojia »Xu3HU B BUAE HECO-
MOCTaBUMBIX 110 TSDKECTH, N0 cpaBHeHuto ¢ CGD, us-
¢dexunoHHBIX 3a0oneBaHuil (puHOGApHHTUTHI, OPOH-
xutel). Kpome sTOro, B mpomecce NpOCIEKTHBHOTO
Habmonenusa nered ¢ SDS Mbl oTMeTHWIH pe3Koe
yMeHbIIEHHE JacTOTH HH(EKIHMOHHOH 3aboneBaeMo-
CTH Cc Bo3pacToM 6e3 Ha3HaYCHHSA UM Ha IOCTOSHHOH
OCHOBE aHTHOAKTEpPHANILHBIX CPEACTB, HECMOTpA Ha
COXPaHAIOIIYIOCA Y HHMX CHIDKEHHYIO XEMOTaKCHYe-
CKyIO aKTHBHOCTh HeHTpoduios, aeiikonenuso (ot 1,5
1o 5,0 x10%), Heiirponesmo (ot 10 mo 30 %), awme-
MHIO JIETKOH CTENEeHH M YMEPEHHYIO TpoMbomuTore-
a0 (120-150 x 10%). Hanpotus, y Bcex ManueHTOB C
CGD, paxe B mepuoibl OTHOCHTEJIFHOTO Onaromnoiy-
uyms, ¢ OONBIIMM NOCTOAHCTBOM B OOIIMX aHanM3ax
KPOBH OTMEYANMCH JIEHKONHUTO3, HEUTpodmies, ycko-
pennoe COD.

HecMoTps Ha MOCTOSHHO NPOUCXOIAIIHE H3ME-
HeHua B Kiaccubuxaruu ITU]L, skcnepTsl Tpagunu-
OHHO BBIIEJLIIOT PAX CHHAPOMOB, IPH KOTOPBIX CO0-
CTBEHHO MMMYHOIEGHIUT sBISETCS BaXKHBIM, HO HE
€IUHCTBEHHHIM KOMIOHeHTOM. Hekoropele e TH-
MU4YHbIe, 1 B OOJNBIIMHCTBE CIIy4aeB 00s3aTelbHbIE,
KJIMHAYECKHE MapKephl IIPH 3THX CHHAPOMaXx I03BO-
JIAI0T pa3paboTumkaM KnacCH(HKAIHMU Ha3bIBaTh JTY
IpYyIIy KaK «IPYTHE XOPOLIO OIpeneiseMble HMMY-
HopebunuTHEIE CHHIApOMBI». Habmiomaemble Hamu
ManyeHTh C TaKkuMH cuHApoMamu, kak WAS, AT,
CMC u NBS, oTHOCATCS HMEHHO K 3TOH TIpymme
IIN M. HefictBurensbHo, nuarHoctuka 3tux [TAJ1, xak
[paBHJIO, HE BEI3bIBaNa y HaC GONBMINX 3aTPYAHEHWH,
ecmn Obu1 cpOpMHPOBaH BECh CHMITOMOKOMIUIEKC,
OTIENBHO XapaKTepH3YIOIui Kaxaslil cuaapom. Io-
MHUMO OOIIeH I BCeX NallMeHTOB BBHICOKOH YYBCTBH-
TEJIFHOCTH K ITHOTeHHOH H ONNOPTYHHUCTHYECKOH MH-
¢exiun, 9TO ABNIAETCA NEPBHIM KIMHHYECKHM Mapke-
POM HMMYHHOH HECOCTOATENBHOCTH U B 3TOH Ipymme
nIereit, Mpl Habmonanu: y 60nsHBIX ¢ WAS — aK3eMy U
CTOMKYIO, OYEHb I'IyOOKYI0O TPOMOOLIUTONIEHHIO C TIEp-
BBIX MecsleB xu3HY; y 6onbHeIX ¢ AT — mporpeccu-
PYIOLIYIO MO3KEYKOBYIO aTaKCHIO M TEJIEaHTHYKTa3HH;
y 60ompHEIX ¢ CMC — pe3sHCTEeHTHOE K TepalHHy Nnopa-
JKEHHE CIHM3HCTBIX H Koku rpubamm poma Candida
albicans; y GomsHbIx ¢ NBS — MuKponedanuto, «ITu-
[enoAOOHBIE» YEPTHI JINNA, 3aJIEPKKY (HPU3HYECKOTO U
HHTEIUIEKTYaJIbHOTO Pa3BUTHA, INIMHONAKTHIIHIO.

WHbexnuoHHbIEe NposABNeHUs y nanueHTa ¢ NBS
O4YEHb HANIOMHHANIM T€, KOTOphIE MBI HaOmojamu y
OOJNBHBIX C BPOXIEHHBIMH Je(eKTaMi aHTHTENOINpPO-
IyKnud. Manpyuk co 2-ro roja XHM3HH NEPEHOCHI
TsDKEJIBIE OBTOPHBIE OaKkTepHanbHble HHGEKIUH pec-
MHPAaTOPHOTO TPaKTa ¢ (HOPMHUPOBAHUEM XPOHHYECKO-
ro OpOHXHTa ¥ HOHHOTO raliMOpO3TMOMAUTA mocne 7

ner. Ilpu mMMyHONOrHYeckoM OOCIeNOBaHUHM OBLIO
BBIBJICHO TOTAJBHOE CHWXXEHHE MMMYHOITIOOYIHHOB
B CHIBOPOTKE KpoBH, npexae Bcero 1gG (1gG-0,75r/x;
IgA-0,1r/n; IgM-0,61/1), KOTOpOE GBLIO COMOCTaBUMO
C MOKa3aTe/JsIMH HaIlMeHTOB, cTpajaromux XLA, u
npexae Bcero, CVID. Jlump MoneKynspHO-reHeTHYIe-
ckoe obcnemoBaHMe, IIPH KOTOPOM OOHapyXeHa My-
Tanuid 657del5 B rene NBS1 B roMo3sMroTHom co-
CTOSHHMH, IO3BOJIIO BepH(HIMPOBATH OKOHYATENb-
HBIHM JUArHo3.

XPpOHMYECKHH KOXKHO-CIM3UCTHIA KaHAMIO3 H
AT sABNAIOTCA CIOXHBIMH MMMYHONIATOJIOTHYECKUMH
CHHIPOMaMH, Ha3BaHUA KOTOPHIX HE OTPAXKAIOT MOJ-
HOM NaJUTpHl T€X KIMHUYECKUX IPOABIECHHUH, KOTO-
pele npucymu OonbHBIM ¢ 3tHMH (Gopmamu ITH]I.
Tax, XxpoHHYECKHMI KaHIUA03 CIU3UCTHIX M KOXH 5B-
JIeTCs JIMIIb OOIMIMM KIMHUYECKHM MapKepoM, KOTO-
phlii heHOMEHONOTHYECKH 00BEANHAET HaOMIONaEMBIX
HaMH IIaIMEHTOB C 3TUM CHHAPOMOM, a B XPOHOJIOTH-
YeCcKOM MOpAAKE 3BONIONMH 3200JIeBaHUSA MOABUICA
cambM nepBeIM. IloMuMo XpoHHMYECKOro KaHAMIO3a,
6axrepuanbaele HHGexnuu ¢ 2-3-IeTHEro Bo3pacra
10 CBOEH «HMHTEHCHUBHOCTH» MOPOH HE yCTymajau Ta-
KOBBIM IIpH ApyTuX Beimeonucanusix ITAJ1. Benen 3a
KaHOUOO030M B OONBLIMHCTBE CIy4aeB Ppa3BHUBAETCA
ayTOMMMYHHAas TOJMIHIOKPUHONATHA M APYTHE ay-
TOMMMYHHBIE HOP2XEHHWS, Hauboliee TDKEIBIM U3
KOTOPBIX ABJISETCH XPOHMYECKUI arpecCHBHBIH rema-
TUT. bonbHbIX ¢ AT Taxke B COOTBETCTBHHU C Ha3Ba-
HHEM CHHApPOMa 00BemuHsAET OOHMii CHMITOMOKOM-
IUIEKC (IPOrpEeCCHPYIOIas MO3XEYKOBas aTaKCHsi H
TENeaHTHIKTa3HH), OHNHAaKOo HHGeEKIHOoHHas 3aboie-
BaE€MOCTh CEPhE3HO OTIHMYANACh Yy KaKAOTO M3 JBYX
HAaIlUX MAlWeHTOB. Y ONHOrO MaibuyWka Ha (oHE
€XEeMECHUHBIX 000CTPeHUH XpOHUYECKOro GpoHXOIe-
TOYHOTO IIpolecca YNYYINEHHd YHAIoCh AOOUTHCA
TOJIBKO IIOCNIE Ha3HAYEHHUS MOCTOSHHOM aHTHOAKTEpH-
aNbHOM Tepaniy W BHYTPHBEHHOI0 HMMYHOIJIOOYH-
Ha. BTOpoii NanueHT NOCTOSHHOTO JIEYEHH HE IOJY-
yai, Ha (OHE 4ero OTMEYEHBI HEYacCThIe PECIIUPaTOp-
HbIe 3a0oneBanus B jerkoi ¢opme u aprpur. Takyio
TreTepOreHHYI0 KIMHHYECKYI0 KapTHHY TPYAHO O0B-
SICHUTH C NO3HIMU H30MPaTEeNbHOTO JehHIUTa OJHOTO
W3 3BEHBEB UIMMYHHTETA.

OOBEKTHBHO OLEHUTPH THKECTh U 4aCTOTy HH(eEK-
nuoHHBIX ocnoxuenuil [TU]] y nereii c WAS B Hamei
cepHH HabIIONEeHHH CII0XKHO, IIOCKOJIBKY Y BCeX 00JIb-
HBIX [OHAarHo3 ObUl BepU(HMLHUPOBAH, B OTIHYHE OT
JPYTHUX CHHIPOMOB, JOCTaTOYHO PAHO, B TOM HHCIE C
MOMOIIBI0 MOJIEKYJIIPHO-TEHETHYECKOTO HCCIIE0Ba-
Hua (Myrtamun 652delG-18delG; IVS8 + Int G > C;
291G > A (exon2) -- > Arg86His). B cBs3u ¢ atuM
NanyeHTaM He3aMeNJIMTENbHO ObUla Ha3HadeHa Ha
MOCTOSIHHOW OCHOBE IpoduiakTHyeckas aHTHOaKTe-
puasbHas, MNPOTHBOrpHOKOBasg, NPOTHBOBHPYCHAs
Tepanusd U BHYTPUBEHHBIH MMMyHorio0ynus. Ha ¢o-
HE JIeYEHNU XXHU3HEYTpoXKaloImux uHdpeknui He 6bL10,
OJIHAKO 3TO HE HCKIII0YAJO0 BO3HUKHOBEHMA Yy HeTei
MEPUOUYECKN DPOTOBHPYCHOH Auaped, OpOHXHTOB.
VY onHOro manueHTa C reHepaln30BaHHON LUTOMETra-
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noBupycHo# uHObekuued pasBuica BIDK-ur ¢ 6naro-
NpUATHBIM Te4eHHeM, nodxke (B 4 roma) — TyOynonH-
TepcTULMaNbHBIA Hedput. IlpoBenmenue CILIEHIKTO-
MmuH (y 2 JeTeii) croco6CTBOBaIO MOBHIIEHUIO YPOB-
H1 TpoMBoIETOB BhIe 80100 X 10°.

3a nocnexnue 10 ner u3 HabOmromaeMbIX HaMu
MAanueHToB morubnu Tpoe GonpHpIX. OnHA JEBOYKA C
CGD norubna B pe3yibpTaTe pa3BHBLIETOCSA CENCHCa
Ha (oHe HENpepHIBHO-PEIMAMBAPYIONIMX THKEIBIX
THOMHO-CENTHYECKUX OCIOKHEHHH, B TOM YHCIIE ABY-
CTOPOHHEH JECTPYKTHBHON NHEBMOHMH. BTopas ma-
muentka ¢ CMC noru6bna B 13 ner B pe3ynbraTte mm-
HIEBOJHO-KEIyNOYHOTO KPOBOTEYECHHS BCIICICTBHE
nuppo3a nedeHd. Y manuenta ¢ NBS meTanbHbIH Hc-
XOJ HacTynwi B 9,5 jieT B pe3ynbTaTe pa3BUTHA Pe3u-
CTEHTHOH K Tepamnuu nepudepudeckoit T-KiIeTouHOMH
JMGOMEIL.

3axaouyenne. Habnonenne HaMu OOJBHBIX. C
pasmuuseiME popmamu ITH]] B nunammke mokxasaio,
9TO0, C OIXHOHM CTOPOHBI, (PEHOTHNHYECKHE MPOSBICHHA
BPOXKACHHOM HMMYHHOM HENOCTaTOYHOCTH IIOJH-
MoOp(}HEI HE TOIBKO B [EJIOM, HO M CPEIH NaIMEHTOB,
00BbEIMHEHHBIX €IUHBIM HM3BECTHHIM MM HpEAroia-

raeMbIM mnatoreHeryeckum gedexrom. C papyroi,.

naxe MHQEKIHOHHBIA CHHAPOM, KOTOPHIA KIMHHYE-
cku OOBEIMHAET pasiuyHble HMMYHOIEDHUINTH, a
TaloKe HEKOTOPHIE TaK Ha3bIBaE€Mble «HEHH(EKIHOH-
HbIe» IPOSABIECHHA HMENH CYIIECTBEHHblE, Ha Haml
B3I, OTIMYUTENbHBIE IPU3HAKA B 3aBUCUMOCTH OT
¢dopmsr ITH]I.

MHoOroneTHu# ONBIT BEACHUA NAaHEHTOB C BPO-
XKIEHHBIMU JedeKTaMu HMMYHHUTETa CBHUAETEINbCTBY-
€T 0 HEOOXOIUMOCTH CBOEBPEMEHHOMN JHAarHOCTHKH H
aJeKBaTHOH Tepaluu y OSTOH CJIOKHOH KaTeropuu
60JIBHBIX, MOCKOJIBKY B COBOKYIIHOCTH 3TO IO3BOJSAET
YJIY4OIATh Ka4E€CTBO MX JKHU3HU.
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