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C NOoBBIIIEHNEM TOCTYITHOCTH TEHETHYIECKOTO O0CIeIOBAHMS ITOITYJISIIVS ITAIIMEHTOB C TMarHO30M OOIIIel BapraOe TbHOM
nMMyHHOI HemoctaTouHocT (OBMH) pacmamaercss Ha Tpyniibl B 3aBUCUMOCTH OT MOHOT€HHBIX nedekToB. Hakar-
JIUBAETCsI BCe OOJIbIIE TaHHBIX 0 KOMOMHUPOBAHHBIX UMMYHOAE(MUILIMTAX Y B3POCIIbIX C O3IHUM Ie00ToM. B maHHO
CTaTbe PACCMOTPEH KJIMHUYECKUI ciaydyail X-CBA3aHHOTO MO33MHACCOUMUPOBAHHOTO UMMYyHoAeduuuTa (X-linked
moesin-associated immune deficiency, X-MAID). OTo HemaBHO ONMMCaHHBI KOMOMHUPOBAHHBI UMMYHOIEMUIIUT,
KOTOPBIN MPOSIBIISIETCS Yallle B paHHEM BO3pacTe BhIpaXXeHHOU TMM@OTIeHUEN U TUTIOraMMariooyJInHeMueid, Kojeo-
JIIOIIeiics MOHOIIUTOIICHUEH M HEUTpOIIeHUE, CTa0BIM MMMYHHBIM OTBETOM Ha BaKIIMHHBIC aHTUTCHBI U TIOBBIIIICHHOM
BOCIIPMUMYHMBOCTBIO K OaKTEPUSIM U TePIIECBUPYCY YeJIOBeKa 3-TO THUIIA.

X-MAID — X-cueruieHHbIIT UMMYHOAS(GULIUT C PELIeCCUBHBIM TUIIOM HacJIeIOBAaHUSI, BEI3BAHHBIN FreHETUUECKUMU
nedexktamu reHa MOESIN (membrane-organizing extension spike protein, MSN). /o HegaBHero BpeMeHU ObLIU
onucanbl 10 yenoBek ¢ TaHHOUW MyTalUelt, U3 HUX 9 ¢ PeHOTUITOM TSIXKeT0T0 KOMOMHUPOBAHHOI'O UMMYHOAe(hUI-
ta (TKMWH). IMauueHT, onmuMcaHHbIA B NaHHOU cTaThe, ¢ 12-71eTHero Bo3pacra Habawoaanacs ¢ amarHozom OBWH B
CBs13U co cHImXeHueM IgG, corpoBoXmammnMces NHPEKITNOHHO-THOMHBIMY TIPOIIeCCaMU PECITUPATOPHOTO TPAKTa
U IMAPEUHBIM CUHIPOMOM.

OmHaKo MalMeHT He ITOJTHOCTHIO COOTBETCTBOBAJ KPUTEPHSIM ITOCTAHOBKY TMAarHO3a U3-3a HATMYMS TSDKEIOM, TOPITUIHOM
K ITPOBOIMMON Tepanuy ManuLIOMaBUPYCHOM MHMEKIIMU, U30IMPOBAHHOTO CHIDKEeHUS IgG, MOBBIILIEHHOTO KOJIMYeCTBa
MepeKTIIOYeHHbIX B-KJIETOK MaMsITu, cTolKol JeiikoneHuu u tuMmdonennu CD4*-knetok. I1o TaHHBIM KIMHUYECKOM
KapTUHBI ¥ Pe3yIbTaTaM UMMYHOJIOTUYECKOTO 00CIeIoBaHMSs OB 3a110J03peH KOMOMHUPOBAHHBIM UMMYHOIE(UITUT.
ITo pesynabTaTam mojHo3K30MHOro cekBeHupoBanust JJHK Gbuia oOHapyxkeHa mytauust chrX:g.64951012C>T Tumna
MHCCEHC B 5-M 3Kk30He reHa M SN (u3ameHeHue 6eaka ENSP00000353408.5:p.Argl71Trp). IToarBepxneno X-MAID.
M3 onucanHbix B auTeparype 10 malueHToB ¢ aHAIOTMYHOM MyTaLrel 8 UMesy MpOosIBIeHUS TSKEI0i KOMOMHUPOBAHHOM
MMMYHHOM HEIOCTaTOYHOCTHU. JJaHHBIN KIMHUYECKUI ClTydaii TOATBEpXAaeT BO3MOXHOCTb pa3BUTHS 00Jiee «MSITKOTO
KJIIMHUYECKOTo (peHOTUIIa» ¢ MO3IHUM AeOroToM noa Mackoit OB H 1 nmoka3siBaeT HEOOXOAUMOCTh MOJIEKYJISIPHO-Te-
HETUYECKOTO 00CTIeIOBAHUS B3POCIIOi MOIYJISIIMY MAllMEHTOB C HAapyIlIeHUeM CUHTe3a aHTuTeNn. Bepudukanus nua-
THO3a IT03BOJISICT HE TOJIBKO OIPEIESITh IIPOTHO3 ¥ TAKTUKY IIPOBOAMMOM TEpaIlii, HO M OCYIIIECTBIISTh TCHETUIECKOE
KOHCYJIbTUPOBAHUE CEMbBH C 1IEJIbI0 POKACHUS 3M0POBOTO MOTOMCTBA.

Karouesnte caosa: X-MAID; nepsuuHblii ummyHoneduiut; OBUH; X-cuenieHHbI UMMYyHOAEDULINT;
KOMOWHUPOBaHHBIN nMMyHoneuut; reH MOESIN; ren MSN; 6enok ERM
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A clinical case of the X-linked moesin deficiency
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With the increasing availability of genetic testing, the population of patients diagnosed with CVID breaks down into groups
depending on monogenic defects. There is more and more evidence that adults can have combined immunodeficiencies
with a late onset.
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Thisarticle discusses a clinical case of X-linked moesin-associated immunodeficiency (X-MAID). This s a recently described
immunodeficiency, which mostly manifests itself at an early age with severe lymphopenia and hypogammaglobulinemia,
fluctuating monocytopenia and neutropenia, a weak immune response to vaccine antigens, and increased susceptibility
to bacteria and type 3 human herpesvirus.

X-MAID, X-linked immunodeficiency with a recessive mode of inheritance, is caused by genetic defects in the MOESIN
gene (membrane organizing spike elongation protein, MSN). Until recently, there were records of 10 people with this
mutation, 9 of which have the phenotype of severe combined immunodeficiency (SCID). The patient described in this
article has been under observation since the age of 12 and diagnosed with SCID due to an IgG decrease accompanied by
infectious-purulent processes of the respiratory tract and diarrheal syndrome.

However, the patient did not entirely fit into the typical clinical picture of CVID due to a severe therapy-torpid papillomavirus
infection, the increased number of switched memory B-cells, IgG isolated decrease, persistent severe leukopenia and
Ilymphopenia of CD4+ cells. In accordance with the clinical picture and the results of the immunological examination,
combined immunodeficiency was surmised. After a full exome DNA sequencing chrX: g.64951012C> T missense type
mutation was found in exon 5 of the MSN gene (change in the ENSP00000353408.5:p.Argl71Trp protein). X-MAID was
therefore confirmed.

Of the 9 described patients with a similar mutation, 8 had a clinical picture of severe combined immune deficiency. This
clinical case confirms the possibility of a milder clinical phenotype development with a late onset under the guise of CVID
and shows the need for molecular genetic examination of the adult population of patients with impaired antibody synthesis.
The verification of the diagnosis allows not only to determine the prognosis and tactics of the therapy, but also to carry
out genetic family counseling and to offer a possibility of giving birth to healthy offspring.

Keywords: X-MAID; primary immunodeficiency; CVID; X-linked immunodeficiency; combined immunodeficiency;
MOESIN gene; MSN gene; ERM protein
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BBenenne

X-CBSI3aHHBIM MO23MHACCOLIMUPOBAHHBIN UMMY -
Honepuuut (X-linked moesin-associated immune
deficiency, X-MAID) — 3To HegaBHO ONKMCAaHHBIA
KOMOMHUPOBAHHBI UMMYHOIEMPUIIUT, KOTOPHIH
MOXET MPOSIBIATHCSI B paHHEM BO3pacTe BhIpaxKeH-
HOM nUM@OTIEHUEN U TUIMOTaMMariooyJInHeMue,
KoJ1e0II01Ieicst MOHOLIMTOIIEHUE U HEATPOIIeHU -
elt, c1abblM MMMYHHBIM OTBETOM Ha BaKIMHHBIE
AHTUIEHBl U TOBBIIIEHHON BOCIPUMMUYNUBOCTHIO K
OakTepusIM M TeplleCBUPYCY YejloBeKa 3-ro TuIia
(Varicella Zoster Virus, VZV) [1]. Ha ceronHsHuit
MOMEHT B MU pe€ 3aperucTpupoBaHo 11 ciayyaeB qaH-
HOTO 3a00JieBaHUsI.

OTOT UMMYHOJE(PUILIUT BbI3BaH T€HETUUECKUMU
nedexrtamu rena MOESIN (membrane-organizing
extension spike protein, MSN). I'en MSN 3aperucrpu-
pOBaH B MexayHapoaHoi 6aze OMIM mnon HomepoM
*309845, pacnionoxeH Ha Xq12, umeeT X-CclUeIJIEHHbII
pelieCCUBHBIN T HacaeaoBaHus [2]. BxonuT B cocTaB
ceMmeiicTBa 0eJIKOB 33pUH-PAAUKCUH-MO33UH (ezrin-
radixin-moesin, ERM), koTopsie cBsi3biBaloT C-KOH-
LIEBOI JOMEH KOPTUKAIbHBIX aKTMHOBBIX (PHMJIaMEHTOB
¢ IU1a3MaTU4YeCKOl MeMOpaHoii [2, 3].

benku ERM skcnpeccupyiorcss MOBCEMECTHO, U
CYIIECTBYIOT TKaHeCIIeUU(PUUHbBIE U KOJIMYECTBEHHBIC
MX BapyallMi; MO3CHH peod/agaeT B S HAOTEINATbHBIX
KJIeTKaX 1 KJIeTKaX CUCTeMbl KpoBeTBOpeHUs. Takxke
MOJCUH JOKaJINU3yeTCsI B DUIOMOIUSIX U APYTUX MEM-
OpaHHBIX BBHIISIYMBAHMSIX, KOTOPbIE BaXKHbBI IJISI pac-

MO3HAaBaHWS U Mepeaayr CUTHAJIOB MEXIY KJIETKaMMU,
a TakxKe JJIs1 IBUKEHMST KJIeToK [3].

Onucanne KIMHAYECKOTO ciaydyasn

IMaument I1., 34 roga. I3 aHamMHe3a N3BECTHO, YTO
B paHHEM JI€TCKOM BO3pacTe y HETO OTMEUaInucCh OHO-
KpaTHbI ABYCTOPOHHUI OTUT, YACThIN XUAKUU CTYII,
THOMHBII KOHBIOHKTUBUT, (PJIETMOHBI 000MX Oedep.
C 4 et — pelIuAMBUPYIOIIIME KaTapaJbHble U THOWHBIE
JIIBYCTOpOHHME OTUTHI (3—4 pa3a B ron), OpPOHXUTHI.
B 5 n1eT — abcuecc HOCOBO TeperopoaKu; Mpu MoI-
TOTOBKE K OIEpalliy BIEPBbIE BbISIBIEHA JIEHKOTIEHUS
(cmeumpuyueckas Tepanust He IIpoBoauiaach). B 8§ u 9
jieT — nmHeBMOHUU. C 11 JeT — GPOHXUTHI 3aTSI>KHOTO
TeYeHUs, peUUIUBUPYIOLIME TAUMOPOITMOUANTHI,
(GPOHTUTHI, cTpernToaepMusi. B cBsi3u ¢ raliMopoaTMo-
WUJIWATOM MTPOBOJUJIVICH YACThIE ITyHKIIMU OKOJIOHOCOBBIX
nasyx, aHTubakTepuajibHas Tepanus. XpoHUYECKue
JIBYCTOPOHHHE OTUTBI OCJIOXHUINUCH IBYCTOPOHHEI
HelipoceHCcopHoii Tyroyxoctbio III—IV crenexu.

B 12 ner B aHanu3e KpoBU MOBTOPHO BBISIBIIEHA
TsKesasi JEMKONEeHUs, arpaHyJouTo3. ['ocnuranu-
3upoBaH B PJIKDB r. MockBsl. B moBTOpHBIX aHaIM3ax
KPOBU — JIEMKOMEHUSI C arpaHyJOLIUTO30M U JIMM-
dorneHueil; BeIpaXkeHHass TOKcuyeckasi 36pHUCTOCTb
B YacTU HEUTpo(WIOB; BhipaxxeHHOe cHIKeHue IgG
MpU HOPMaJIbHBIX YPOBHSIX IgA u IgM; cHukeHue ab-
COJIIOTHBIX U OTHOCUTEJIbHBIX TTOKa3aTesel MOomyasiiumu
B-numdo1uToB, cHUXXKeHUE aOCOIIOTHBIX ITOKa3aTesei
nonyasiuuu T-1uMbOLIMTOB.
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Ha ocHoOBaHMUM KJIIMHUYECKOU KapTUHBI U J1abo-
paTOPHBIX JAHHBIX BHICTABJICH AUArHO3: MEPBUYHBIN
UMMYHOAeUIIUT, 001Iasi BapuabeabHasi UMMYHHasI
HenoctatouHocTh (ITUJI, OBWUH). MHuMupoBaHbl
MMMYHOTepaIus BHyTPMBEHHBIMU UMMYHOIJIOOYJIN -
Hamu (BBUT'), a Takke neyenue Jletikoctumom (1 pas
B 3 nHs1). Tepamnusi MpoBOAUIIACH PETYJISIPHO C XOPOIIUM
KJIMHUYECKUM U JIabopaTOpHBIM 3(hpeKToM.

OpHaxko K 2014 r. u3MeHuJI0Ch TeueHue 3a00J1eBa-
Hus. Ha hoHe mpoBoauMoli Tepannuy cepbe3HbIX OaK-
TepUabHbIX NMH(PEKINIT HE 0TMEUaIoCh, HO Hab0aa-
JIOCH TSIXKeJI0e YIIOPHOE TeUeHUe NaluLIOMaBUPyCHOM
nHpeKIn (MHOXECTBEHHbIC MaNWJIJIOMbl Ha JIULIE,
KOHEUHOCTSIX, TYJIOBUIIIE).

IIpy MOBTOPHOM MMMYHO(PEHOTUIIUYECKOM MC-
ciaenoBaHuu B epane 2014 r. (Tabauna) y mauueHTa
BBISIBIICHO PEe3K0Oe CHUXKEHUE UMMYHOPETYJISITOPHOIO
nHaekca (MPU) 3a cuer 3HAYUTEIbHOIO CHUKEHUS
abcomoTHOro coaepxkaHus T-xennepoB. 3HAUUTEIbHO
MOHIMXEeHO abcomoTHoe KonmmyecTBo NK- 1 B-nmum-
(pounTOB, U3MEHEH CYOMOMYJISILUOHHBIN COCTaB
B-KJ1eTOK: MOBBIIIEHO KOJIMYECTBO MEPEKIIOUeHHBIX
B-kij1eToK MaMsITH 1 11a3Mo0J1acTOB, 3HAYMTEIbHO (B 4
pasa) MOBBILIEHO CoJepKaHKe MEPEXOaHbIX B-KileTok.
Vposensb skcnpeccun BAFF-penenropa Ha 75% Huxe,
yeM y foHopa. Takske MOATBEPXKAAI0TCS JICMKOTIEHUS 1

Taomuna. UmmynogeHoTunupoanue no nporpamme «OBUH»

abcomoTHast TMM@OTIECHHS; TOBBIIIEHUE ITPOLIEHTHOTO
coziepXaHusl MOJMKIOHAIBHBIX B-numbonuros u B -
KJIETOK; OITyXOJIeBasl IOITYJISIIIAS HE BBISIBJICHA.

C 2015 r. 110 HACTOSIIIMIT MOMEHT ITAallMEHT Ha0JI10-
naetca B 'HI « AHCTUTYT UMMYHOJIOTUMW», TIOJTY4YaeT
BBMUT 30 r kaxnwie 4 Hen u Jleiikomakc 300 MKT yepe3
neHb. ITalimeHT HeOJHOKPaTHO 00CIeN0BaJICs Y TeMa-
TOJIOTa, €XeroaHO MPOBOAUIUCH TPEMAHOOUONICUUN —
JIAHHBIX 32 reMO00JIaCTO3 U APYTUe reMaToJOrMYecKue
3a00J1eBaHUs HE ObLIO.

ITo pesyabTaTaM MHCTPYMEHTAJbHBIX 0OCIEI0BA-
HUIi, JAaHHBIX 32 [TaTOJOTMYECKYI0 TuMboIpoudepa-
1uo Het: o pe3yabrataM ¥Y3U OBII, crimeHoMeranuu,
rermaToMerajauu, MmaToJaoruu JUM@aTudecKux y3Ja0B
HUKAaKUX TPYMII HE BBISIBJICHbBI, CBOOOIHAS XUIKOCTD
He onpeaensercs; mo pe3yabratraM KT OI'K, nanHBIX
3a UHTEPCTULIMATIbHBIE U3MEHEHUS B JIETKUX HE BbISIB-
JIEHO, TUM(aneHOMaTUN BHYTPUTPYIHBIX TUM(POY3JIOB
HeT.

B cBs13u ¢ atunmmuHbM TeueHueM OBH pekoMmeH-
IIOBAHO TIpOBeJeHNE TeHETUYECKOTO UCCeI0BaHMSI.
B 2018 r. mocie BO3BHMKHOBEHMSI BOIIPOCAa O IETOPO-
KXKIEHUU OBLIO TPOBEIEHO TeHEeTUYeCcKoe o0ceno-
BaHue Mo naHenu «[lepBUYHBIN UMMyHOOeULINT U
HacJIeICTBEHHBIE aHEMUU», TI0 pe3yabTaTaM KOTOPOIO
MaTOreHHBIX MYTALIMiA HE BBISIBJIEHO.

ITokazaTenn Hopwma Pesynbrar ITpumeuanue

1 | JIumdouuTsl (Ha 1 MKJI KPOBH) 1200—-3000 790 IMoHuxeH
2 | CD3* T-xnetku (% muMdOIIUTOB) 55-80 86,1 IoBbIIeH
3 | CD3" T-knetku (Ha 1 MKJI KPOBM) 800—2200 680 IMoHwxeH
4 | CD3*CD4" T-xenmneps! (% 1uMdOLUTOB) 31-49 27,0 IMoHwxeH
5 | CD3*CD4+ T-xenmeps (Ha 1 MKJI KpOBH) 600—1600 213 IMoHwxeH
6 | CD3*CD8" T-uurorokcuueckue (% numbOoLuTOB) 12-30 58,5 IoBbiiIeH
7 | CD3*CDS8" T-untoToKcuueckue (Ha 1 MKJI KpOBH) 190—650 462 Hopma
8 | CD3*CD4*/CD3*CD8* 1,5-3,0 0,46 IMoHuxeH
9 | CD3*CD4*CD8+ (% numdbouuToB) <2 2,0 Hopma
10 | CD3-CD16,56* NK-knetku (% muMdOLUTOB) 6—20 5,5 IMoHwxeH
11 | CD3-CD16,56" NK-kjerku (Ha | MKJI KpOBHM) 150—600 43 IMoHmxen
12 | CD3*CD16,56" knetku (% numbounToB) <10 12,1 [MoBbIieH
13 | CD3"CD16,56" kinetku (Ha 1 MKJI KpOBI) 0-300 96 Hopwma
14 | CD19* B-kierku (% n1umdouuToB) 5—-19 2,8 [Monmxen
15 | CD19* B-kietku (Ha 1 MKJ1 KpOoBH) 100—500 22 IMoHuxeH
16 | IgD*CD27- nauBHble B-knetku (% B-kietok) 43-82 43,8 Hopma
17 | IgD*CD27" B-kietku kpaeBoii 30HbI (% B-ki1eTok) 7,5-32,5 20,9 Hopma
18 | IgM*CD27* B-kiieTku KpaeBoii 30HbI (% B-Kj1eToK) 7,5-32,5 25,0 Hopma
19 | IgD-CD27" nepexmoyeHHble B-knetku mamsatut (% B-xineTok) 6,5-29 29,5 [ToBbilieH
20 | IgM*CD38*" nepexonaubie B-kinetku (% B-kieToK) 0,6—3,4 13,2 [NoBeIIeH
21 | IgM-CD38*** mia3ma6:actel (% B-kieTok) 0,4-3,6 4,0 IoBbiiIeH
22 | CD21°*CD38~ aktuBupoBaHHble B-kinetku (% B-kieTok) 0,9-7,6 43 Hopma
23 | BAFFR" kietku (% B-kieTok) >95 94,4 [MoHuxeH
24 | BAFF-R (MHTeHCUBHOCTb 3KcIpeccuun Ha B-kJ1., yci. en.) 194 [MoHuxeH
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B suBape 2020 r. mpoBeneHO MOJHO3K30MHOE
cekBeHupoBaHue JJHK. O6HapyxeHa myTauus
chrX:g.64951012C>T Tuma MUCCEHC B 5-M 3K30HE
reHa MSN (u3menenue 6eaxka ENSP00000353408.5:p.
Argl71Trp). [ToaTBepxkaeHo X-MAID.

Oocyxknenune

Oo61eBapuabenbHass UMMYHHasl HEIOCTaTOYHOCTD
(OBHMH) Bxi1t04aeT reTepOreHHbIX 10 KIIMHUYECKUM 1
WMMYHOJIOTMYECKMM MMOKa3aTeJisiM MallueHTOB, 00beNn-
HEHHbIX HAJIMYMEeM OaKTepUaTbHBIX UH(MEKIIUI U TUITO-
rammarjooyiuHemueit. C pa3BUTMEM BO3MOXHOCTEM
MOJIEKY/ISIPHO-T€HETUYECKOTO O0CIIEI0BaHMS U3 FPYIIIbI
namueHToB ¢ nuarHozoM OB H ynanock BeI4JIeHUTH Ta-
LIMEHTOB C MOHOTEHHBIMY TeHETUIECKUMU JepeKTamu,
JUTS1 KOTOPBIX MEHSIETCSI IPOTHO3 TeUeHUs1 3a001eBaHUS,
PYICKH 10 Pa3BUTUIO OCJIOXKHEHU I, TOAXObI K TEPATUH.

B cBs131 ¢ 3TUM MOSIBUIACh HEOOXOAUMOCTb CKPUHU -
poBaTth mauneHToB ¢ OBMH Ha MoHOTeHHBIE Ne(DEeKTHI,
0COOEHHO B TeX CIyyasiX, KOraa KIMHUYECKUE MPOsIB-
JieHus1 6oJiee TSKeJbIe M He COOTBETCTBYIOT TUITTUYHOMY
TeyeHuto. M3-3a BBICOKOM CTOMMOCTH OOCJIeIOBaHMS
MPOLIEHT NALIMEHTOB C BepU(ULIMPOBAHHBIM FeHETHYE-
CKHUM IMarHO30M, OCOOEHHO BO B3POCJION MOMYJIsSIIUN
6onbHbIX [TW]I, HUYTOXHO Mal.

JaHHOMY NalIMEHTY ITepBOHAYAILHO ObLI BEICTABIEH
nurartHo3 OBMH Ha ocHoBanuM cHUKeHUs ypoBHs IgG,
COMPOBOXAAEMOI0 OaKTepuallbHBIMU UHGMEKLIUSIMU
pecrupaTopHOro TpakTa, U IMapeiHOTO CMHApOMA.
OnHako cToiikas jJeiiKoneHus (TpeOyolasl MOCTOsSH-
HOM Tepanuu KOJIOHUECTUMYJIMPYIOIUMU (pakTopamu),
CD4" numdorneHus:, TOPINIUAHOE TeUeHUE ManuIo-
MaBUPYCHON MHpeKUUuU, TXKeI0e TeueHue OakTe-
puaibHOM MHGEKLUH, TTpUBeAIIee K Pa3BUTHUIO HEl-
POCEHCOPHO# TYrOyXoCTH, HOPMaIbHOE KOJUYECTBO
MepeKIIOYEeHHbIX B-KJIeTOK maMsTH, Maa3Mo01acToB
U TIepexoHbIX B-KjleToK, N30JIMPOBAHHOE CHUXXEHUE
MMMYHOTJIOOYJIMHOB Kjacca G He COOTBETCTBOBAIMU
KpUTepUsiM MoctaHoBKM AuarHo3a OBH.

YunuteiBass 0COOEHHOCTU KJIMHUYECKOM Kap-
TUHBI, B 1UbdepeHIInalbHO-1UAaTHOCTUYECKU I
MOMCK ObLIM BKJIAOYeHbl cuHaApoM WHIM (Warts,
Hypogammaglobulinemia, Immunodeficiency, and
Myelokathexis syndrome) u npyrue ¢popmMbl MOHOTEH-
HbeIx [T

TTono3peBasiach ayToMMMYHHasi IPUPOIA arpaHyJio-
1IMTO3a, HO aHTUHEUTPO(UIIbHbBIE LIUTOIIa3MaTUYECKIE
aHTUTEJIa He ObLIY BhIsIBICHBI. [TaliMeHT HeOMHOKpaTHO
o0cenoBajcs y reMarosiora, eXXerogHo MpoBOIUINCH
TpernmaHoouorcuu. JJaHHBIX 32 TeM00JIacTO3, APYrue
reMarosiornyeckue 3a00JieBaHUsI HE BbISIBJIEHO.

ITauueHTy OBIIO NPEATOXKEHO MPOBECTU MOJIE-
KYJISIpPHO-TEHETUYECKOe 00CIeq0BaHUE C TTOMOIIIbIO
TapreTHOM MaHeIn 1O MEPBUYHBIM UMMYHOIE(ULIM -
TaM, OJHAKO MPUUYUHHO-3HAYUMBbIX MyTallMii MO pe-
3yJbTaTaM 00CJIeA0BaHMS HEe BBISIBJICHO. BBLIO perieHo
MPOBECTU MOJTHO3K30MHOE CEKBEHUPOBAHUE, B X0/

KOTOPOTO BBISIBJIEHO peIKOe reHeTuYecKoe 3aboieBa-
HUe ¢ X-CLeIJIeHHBIM TUIIOM HacienoBaHust X-MAID.
B Hacrosimit MoMeHT HacyuThiBaeT 11 OOJBHBIX C
Takoi MyTauueil u3 HUX 9 UMeloT (PeHOTUI TSKEIOTo
KoMOuHupoBaHHOro uMMyHoaeburuTa (TKWUH), nsite-
PBIM M3 KOTOPBIX ITPOBEACHA TPAaHCTUIAHTALIKSI TEMOTIOR-
TUYECKHUX CTBOJIOBBIX KieToK (TT'CK), u Tonbko aABoe —
B3pocibie nareHTsl ¢ KMH ¢ mo3mHum nedroroM.

OCHOBHOIT MeTO, JiedeHUS ImanueHToB ¢ X-MAID
¢ denorunom TKMH — TI'CK. B HacTosmii MOMEHT
3TOT METOJ, JIEUECHHS Y JaHHOTIO MalleHTa He paccMaT-
pUBaEeTCA B CBSI3U CO CTAOMJIBHOCTBIO M OTHOCUTEIBHO
OJaronpusTHBIM TedeHUeM. Borpoc o ToMm, rmouyemMy y
JIBYX Y€JIOBEK C JaHHOM MyTanueii (peHOTHII 3a00J1eBa-
HUS NposiBisieTcs He Tak, Kak mpu TKIMH, B HacTos-
MW MOMEHT OCTAeTCSI OTKPBITHIM.

B maHHOM ciyyae MOJIEKYJISIpHO-TEHETUYECKOE UC-
clieloBaHWe He U3MEHWJIO TAKTUKY BEACHUS MalleHTA,
HO MO3BOJIUJIO MPOBECTU CKPUHUHT POACTBEHHUKOB U
OCYLLIECTBUTh FT€HETUYECKOE KOHCYJIbTHUPOBAHUE CEMbU
nepen IaHUpoOBaHUEM OEpeMEHHOCTH.

Takum obpazom, Tekyimii cirydait X-MAID paciim-
PWJI KIMHUYECKYIO 0a3y CTaTUCTUKY T10 TAaHHOMY 3a00-
JIEBAHUIO U OATBEPAMJI JaHHBIE O TOM, YTO ITPpU OJHOM 1
TOM XXe MyTallui MOTYT UMETb MECTO pa3IMUYHbIe KJITMHU-
yeckue dheHorunsl: oT TKMH no KM H 6naronpusitHoro
TeyeHus, mpoTeKatolue rmoa Mmackoit OBMH.

JlonoJHUTENbHO
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KalMIo MEPCOHATbHOU MEIUIIMHCKOW WH(pOpManuu
B 00e3nuueHHOU popme B XypHane «Poccuiickuii
AJIEPTOJIOTUUECKUN JKypHaI»
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