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IPEX-cuHppom (Immunodeficiency, Polyendocrinopathy, Enteropathy, X-linked Syndrome). CuHoHuMbl: XLAAD-X-linked
Autoimmunity-Allergic Dysregulation Syndrome. [laHHOoe 3abofieBaHue XapakTepu3yeTcsi BO3HUKHOBEHWUEM MEPBUYHOMO
MMMYHOLeDULMTA, KOTOPbIMA NPOSBASETCS ayTOMMMYHHbBIM MOIMOPraHHbIM MOPAXEHUEM, Yalle BCEro KIMHUYECKM MaHube-
CTUPYEeT Ha MepPBOM rofy XM3HWU; B MMpe onucaHo okono 150 cnyyaes. B ocHose IPEX-cuHapoMa nexut pgedekTt reHa FOXP3,
KOTOPbIN SBNSETCS TPAHCKPUMLUOHHBIM (PAKTOPOM, BIUSIOWMUM HA AeSTeNbHOCTb PEryasaTOpHbIX T-KNeToK, OTBeYaLWmMX 33
noagepXKaHue ayToTonepaHTHocTU. B HacToswee Bpema onuncaHo okono 70 matoreHHbIX MyTauuii AaHHOTO reHa. Y 6onb-
WMHCTBA NauueHToB C IPEX-cMHApPOMOM KNIMHMYECKME NposiBNeHUs 3a60/1eBaHMS HAUMHAKTCS B paHHEM HEOHaTa/IbHOM ne-
puoge nnbo B TeYeHue nepBbiX 3-4 MecaueB XW3HW. [1ns AaHHOM NaTONOrMK TUNUYHA KIMHUYECKas TpUaaa nposiBNeHui:
ayToMmMMyHHas 3HTeponatus (100 %), caxapHbiit anabet (70 %), nopaxeHue koxu (65 %), Takxke B CTPYKTypy CMHApOMa
BXOAMT BblpaxeHHas 3apepxka passutus (50 %), nopaxeHue wutoBmuaHon xenesbl (30 %), peunaneupyolme MHGeKUnm
(20 %), pexxe BcTpeyaloTCa ayTOMMMyHHaa untoneHuns (KymMb6c-nonoxuTenbHas reMoanTuyeckass aHeMus), MHEBMOHUT, He-
GbpUT, renaTuT, apTpuT, MMO3UT, annoneumns. O4HAKO onucaHbl Cyvyam MaHuMbecTauum B BO3pacTe CTapliue roaa, Koraa 'y nauu-
€HTOB NPUCYTCTBOBAJIM HE BCE KNMHMYECKME M TabopaTopHbie NPOSBAEHUS, CBOMCTBEHHbIE TSHXXenbiM GopMaM 3aboneBaHus.
B cBsA3M C TsKecTblo TeyeHMs 3a60neBaHNs 1 BbICOKOW NETanbHOCTbIO B AAHHONW rpynne nauMeHTOB KpaiHe BaXKHa paHHAas
[IMAarHOCTMKA U CBOEBPEMEHHOE Hayano Tepanuu. B ctatbe NnpeAcTaBNeHO ONUCcaHMe KIMHUYECKOro Cy4ast NePMaHEHTHOro
HeoHaTanbHOro caxapHoro gnabeta B cTpykType IPEX-cuHpgpoma.

KnioueBble cioBa: HeoHaTanbHbIA caxapHbli Aunabet; IPEX-cMHAPOM; NepBUYHbIA MMMYHOLe@ULMT; MyTaummn reHa FOXP3;
MOMMIHAOKPUHHBIE HAPYLIEHNS Y HOBOPOXAEHHbIX; aQyTOMMMYHHAs SHTEPOMATUSA; NEPBUYHBIA UMMYHOAEDULNT Y HOBOPOX-
LLEHHbIX.
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This disease is characterized by the onset of primary immunodeficiency, which expresses itself as autoimmune multisystem
failure, often clinically manifests during the first year of life; there are only about 150 cases in the world described by now.
IPEX syndrome is caused by FOXP3 gene defect, which is a transcription factor that affects the activity of regulatory T-cells
responsible for the maintenance of aytotolerance. There are around 70 pathogenic mutations in this gene described so
far. Most patients with IPEX-syndrome have a clinical manifestations of the disease in the early neonatal period or during
the first 3-4 months of life. For this disease the following clinical triad of manifestations is typical: Autoimmune enter-
opathy (100%), diabetes mellitus (70%), skin lesions (65%), as in the syndrome structure includes severe developmental
delay (50%), thyroid disease (30%), recurrent infections (20%), rarer autoimmune cytopenia (Coombs-positive hemolytic ane-
mia), pneumonia, nephritis, hepatitis, artrit, myositis, alopecia. However, some cases of later manifestations were described
(in patients of more than 1 year of age) when patients did not show all clinical and laboratory symptoms typical for severe
forms of the disease. Due to the severity of the disease and the high mortality in this group of patients, it is very important
to diagnose it early and start therapy timely. The article describes a clinical case of permanent neonatal diabetes mellitus in
the structure of IPEX syndrome.

Keywords: neonatal diabetes mellitus; IPEX syndrome; primary immunodeficiencies; FOXP3 gene mutation; polyendocrine
disorders in neonates; autoimmune enteropathy; primary immune deficiency in newborns.
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IPEX-cunapom (Immunodeficiency, Polyendocri-
nopathy, Enteropathy, X-linked Syndrome). Cuno-
auMbl: XLAAD (X-linked Autoimmunity-Allergic
Dysregulation Syndrome) — penkoe 3abosieBaHue;
B Mupe onucano okojio 150 ciayuaes [15]. [lo nanHbIM
HEKOTOPBIX 3apyOEKHBIX HCTOUHUKOB, PAcIpOCTPaHEH-
HocTh [PEX-cuHIpoMa cpenu MalMeHTOB C IepMa-
HEHTHBIM HEOHATaJIbHBIM CaXapHbIM AUA0ETOM COCTaB-
nset okoso 4 % [18].

JlaHHBII CUHIIPOM XapaKTepu3yeTcs BO3HHUKHOBE-
HHUEM IMEPBUYHOTO UMMYHOAE(HUINTA, KOTOPBIN TPOSIB-
JsieTcs. ayTOMMMYHHBIM TIOJIMOPTaHHBIM TTOPAKEHUEM
Y YaIle BCero KIMHUYEeCKH MaHu(eCcTUpyeT Ha TIepPBOM
rony >ku3Hu. B 1982 1. Powel et al. BnepBbIie onucanu
CeMblI0, B KOTOpo# 19 mpeacraButenei My>KCKOro mosa
nMmenu X-cleluieHHoe 3a0oyieBaHue, MPOSIBISIOMICECs
Jiapeel ¥ MOJIMAHIOKPUHOIIATHEN, B TOM YUCJIE UHCY-
JUHO3aBUCHMBIM caxapHbIM auabetom [16]. ITo3nnee
B 2000 . Catila et al. uaeHTU(UIIUPOBAIA MYTAIIUIO
B reHe, koaupyromem C-tepmunanbHbiii JTHK cBs3bI-
Batornii omeH (FKN), y nByX pa3nuyHbIX IManyeH-
TOB MY>KCKOT'O I0JIa CO CXOJIHOM KJIMHUYECKON KapTu-
Hoit [10]. B 2000-2001 rr. Bennet et al. u Wildin et al.
HE3aBHCHMO APYT OT Apyra NOATBEPAUIIHN, YTO B OCHOBE
IPEX-cunapoma nexxat myrtanuu B reue FOXP3 [5, 21].

B Hacrosiiiee Bpems onucaHo okoi0 70 maToreHHbIX
MyTanuid panHoro reHa [1, 4]. I'en FOXP3 sBnsercs
TPAHCKPHITIIUOHHBIM (DaKTOPOM, BIUSIOIIAM Ha Jes-
TEJIBHOCTh PETYIATOPHBIX T-KIIETOK, OTBEHaroIMX 3a
MoAJIepXKaHue ayToTojepanTHOCTH. [lo maHHBIM, Omy-
onukoBaHHBIM Barzaghi et al. B 2012 1., OCHOBHBIM Me-
XaHN3MOM ayTOMMMYHHOTO TMOpaXeHUS OPTaHOB IPH
IPEX-cunapome cuntaeTcss MIMEHHO HapylieHue QyHK-
UM perynatopubix T-knerok. Takum oOpaszom, aust
IPEX-cunapoma XxapakTepHO Pa3BUTUE TSKEIOTO UM-
MYHOJE(QULNTA, YTO MOXKET IPUBECTH K CENTUUYECKUM
OCJIOKHEHMSIM 1 Hepe/IKO K JieTanbHOMY ucxony [15].

B nacrosmee Bpems uzectHo okoso 300 reHoB, npu-
BOIALIMX K Pa3sBUTHIO MEPBUYHBIX UMMYHOAE(HHUIIUTOB
(ITN ). Panee cumranock, 9To 3TN 3a00JI€BaHUS BCTpe-
YaI0TCs OYEHb PEIKO, OZHAKO UCCIIEAO0BAHMS MOCIIEIHUX
JIET CBUJIETENBCTBYIOT 00 MX 3HAUUTEIBHOM pacmpocTpa-
HeHHOCTH. KpaiiHe BaXkHa HACTOPOKEHHOCTH MEANATPOB
B OTHOIICHUU BO3MOkHOTO Hammuus [1M]], ocoGenHoO
B CIIydasiX TSDKeJIbIX MH(EKUUi B COYETAaHUH C ayTOUM-
MYHHBIMH 3200JIEBaHUSAMH Y nIeTei [2, 8].

Y OosnbimHcTBa manueHToB ¢ IPEX-cuuapomom
KIMHAYECKHE MPOSIBICHHs 3a00JIeBaHNsl HAUMHAIOTCS
B paHHEM HEOHATaJbHOM IEpHOo/ie TU00 B TEUCHHUE IIep-
BBIX 3—4 MecsIeB Xu3HU. s JaHHOMW MaTOJOTHH TH-
MUYHA KIIMHUYECKas TpHa/ia MpOsIBICHUI: ayTOMMMYH-
Has suTeponarus (100 %), caxapusiii auader (70 %),
nopaskeHne Koxu (65 %), Takke B CTPyKTypy CHHAPO-
Ma BXOAWT BBIpaXKCHHas 3azaepxka paszButus (50 %),

ropaxkeHue muToBUAHON kene3bl (30 %), peruauBu-
pytoumme nadexkunu (20 %), pesxe BCTpeyaroTcsi ayTo-
nMMyHHas 1Tonenns (KymOc-momoxxurensHas remMo-
JUTAYECKash aHeMUs), MTHEBMOHHT, HE(PHUT, TemarTur,
apTput, Muo3ut, amtonernus [18]. OmgHako omucaHbI
cilyyan MaHudecTauyd B BO3pacTe CTaplle rojaa, Kor-
Jla y TMalrueHTOB MPUCYTCTBOBAIH HE BCE KIIMHUYECKHUE
1 nabopaTopHbIE TPOSIBICHUS, CBOWCTBEHHBIE TshKe-
1M popmam 3aboneBanus [9].

Onuum u3 0cHOBHBIX KoMroHeHTOB [PEX-cunapoma
SIBIISIETCSL TTOJMAHIOKPUHOIIATHS, TIPOSBIIAIOLIAsICS pa3-
BHTHEM ayTOMMMYHHOTO CaxapHOTO anadera, ayTo-
UMMYHHOTO Tupeonanta. K HMMyHOJIOTHUECKHM
MapKepam SHJAOKPUHOMATUH OTHOCSAT aHTUTENA K UHCY-
muHy (IAA), OCTPOBKOBBIM KJIETKaM MOKEITYIOYHOM
xenesbl (ICA), mmyramarneruaporenase (GAD), tupo-
suHdocharaze (IA-2), aruTena K TpaHCIIOPTEPY IMIMHKA
(ZNT8), anTuTena K TUPEONIEPOKCHIA3e U THPEOTIIO0Y-
muHy [3]. Takke BBIABISAIOTCS Jpyrue ayToaHTUTeNla —
K HeHTpoduIaM, SpUTPOLUTAM B TPOMOOLUTAM, aHTH-
HyKJIeapHble, aHTUMUTOXOHApUaibHble [20], anTUTENa
K KepaTuHy, Kojiareny u mp. [7].

Kpome Toro, nmms maHHOTO 3a00JIEBaHUS CBOWM-
CTBEHHO Pa3BUTHE ayTOMMMYHHOM SHTEpONAaTHH, KIIHU-
HUYECKU TMPOSBISAIONICHCS OOWIBHOW BOISHUCTOM
quapeeii ¢ pa3BUTHEM CHHApOMa ManbadcopOmuy,
MMMYHOJIOTUYECKUMHU MapKepaMy KOTOPOW SIBIISIOTCS
aHTHUTENa K 3HTeporuTaM (BWUIMHY VAA U rapMoHU-
Hy HAA) [12]. IloBeiuenue yposus IgE u yBenuuenue
KOJTMYeCTBa Y03UHO(UIIOB XapaKTepHO ISl IAIIEHTOB
C KJTaCCUYECKON TSHKENI0 opMoit 3aboneBanus [4].

B cBsi3u ¢ TsOKECTBIO TeUeHHsI 3a00IeBaHMsI U BBICO-
KOM JIETAaJIbHOCTBIO B JJAHHOM IpyIIIe MallUEeHTOB Kpail-
HE BaKHA paHHAA JUarHOCTHKA U CBOEBPEMEHHOE Ha-
4aJio Teparuy.

Ha cerompsmuunii neHp Hambonee 3¢PGhEeKTHBHBIM
METO/IOM JIEUCHHUS SIBIISIETCS Mepecaika KOCTHOTO MO3Ta
WM JUTOT€HHas TPAHCIUIAHTAIUsl TeMOIMOATHYECKUX
cTBOJIOBBIX KjeTok [11]. C menplo Koppekuun MMMy-
HOMe(DUITUTa BOSMOXKHO MPUMEHEHHE UMMYHOCYTIpPEC-
CHUBHON MOHOTepanuu (MUKIOCTIOPHH A, TaKpOIUMYC)
WM KOMOMHUPOBAHHON — coueTaHHe HMMYHOCYTIpeC-
CUBHBIX IpenapaToB co CTepouIHbIMH. Cuponumyc
(panamunuH) TOKa3an cBOK 3(H(HEKTUBHOCTh, Yy He-
CKOJIPKUX TTaIlMEHTOB HAOIIOANach CTOWKAs PEMHUCCHS
3a0oneBanus [6, 22]. Kpome MMMyHOCYNpECCHBHOM,
MIPOBOJUTCSI 3aMECTHUTENIbHAS Tepamnusi SHAOKPHUHHBIX
HapyleHWH, afeKBaTHas HYTPULHOHHAS IOAJCPIKKA,
CUMIITOMaTHUYECKAast TEPaITusl.

KNUHUYECKUIA CNYYAN

ITanument K., poguncs 19.04.2016, B cpok ¢ maccoii
2840 r nnunoit Tena 51 cm. Pogopaspenienue npoBeiaun
ITyTeM SKCTPEHHOTO KecapeBa CEYeHHS B CBS3H C Hapac-
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TalolIeld BHYTpUYTPOOHOH rumokcueit mioaa. OueHka
o mikane Amnrap 7/7 Gamnos.

W3 aHamHE3a U3BECTHO, YTO JaHHAs OEPEeMEHHOCTh
4yeTBeprasi, MpoTekaiga Ha (OHE XPOHWYECKOW TeHH-
TaJbHOW MH(EKIUY, IJIAIICHTAPHON HEIOCTaTOYHOCTH,
XPOHUYECKOTO TacTPUTa, MajbIX BECOBBIX MPHOABOK,
HUCTMUKO-LIEPBUKAJIBHON HEIOCTAaTOYHOCTH, YIPO3bI
npepbiBanus Ha 30- Hemene. [IpenmecTtByromue Oe-
PEMEHHOCTH 3aBepIIaIUCh CAMOIPOU3BOIBHBIM BBIKH-
JBIIIEM HA paHHUX CpoKax. [[pUunHbBI HeBBIHAIIMBAHNUS
HEHM3BECTHBI, JKCHILHA HE 00CIIeI0BAHA.

C poxaeHust cocTossHre peOeHKa OBLIO THKEIBIM 32
CUET PEeCIHUPaTOPHBIX HAPYIICHUH W TPU3HAKOB yTHETe-
HUs HeHTpanbHoi HepBHOU cuctembl (LUHC). IpoBoau-
nace VIBJI; skcTyOMpoBaH mpH BOCCTAHOBJIEHHWH CIIOH-
TaHHOTO ApixaHusi. C MEepBBIX CYyTOK >KU3HU BBISBICHO
TIOBBIIIIEHHE caxapa KpoBH A0 10,4 MMOJTB/JT ¢ HapacTaHu-
eM B guHamuke 0 29,0 MMois/n, mo manasiM KOC or-
MEYaIiCh NPH3HAKH MeTabOoIMYecKoro anuao3a. [1oBeI-
IIEHNE YPOBHS NIMKEMUH CONPOBOXKIATIOCH NITFOKO3YpUEH
(caxap B Moue 10 2000 mr/mn) u ketoHypuei. B onoxu-
MHYECKOM aHAJIN3€ KPOBU MPU3HAKY THIIepPEPMEHTEMUI
(AJIT 87,8 E[l/n, ACT 150 EJl/m). Ha 2-e cyTku >Ku3HU
B CBSI3M CO CTOMKOM runepmmkeMuen (MakCUMaJlbHbIN
YPOBEHb TIIIOKO3bI KpoBU 33,6 MMOJIb/JI) Hayald BHY-
TPUBEHHOE BBEJICHHE IIPOCTOrO MHCYJINHA CO CKOPOCTBIO
0,03-0,1 EJI/kr/9 B 3aBUCUMOCTH OT ITOKa3aTeJICH IIIro-
KO3bI KpPOBU. DHTEpaIbHOE MHUTAHUE aJlalITHPOBAHHBIMU
CMECSIMU TIONTydan ApoOHO uepe3 30HA. [Ipu cyTouHom
MOHHUTOPHPOBAHUH YPOBHSI INTIOKO3bI KPOBU Ha (hOHE UH-
CYJIMHOTEpariu 3a(UKCHPOBaHA 3HA4YMMasi BapHaOeb-
HOCTh IJIMKEMHH B TEYEHHUE CyTOK OT 1,7 110 22,0 MMOJIB/JI.

Ha 8-e cyTku ku3HM OBIJIO OTMEUEHO YXYALICHHE
cocrosinust (npusHaku yrHereHust LIHC, napacranue
JbIXaTeTIbHOM  HEeOCTaTOYHOCTH, METadoInYecKHue
HapyLICHUs, CBA3aHHBIC C JEKOMIICHCALMEH YITIeBO.-
HOTO OOMeHa, cToiikas cyOdeOpmiIbHas ITUXOpaaKa
1o 37,9 °C, B3ayTue XKHBOTa, OBTOpPHAsl pBOTa, JWa-
pest, TpopuUecKre HapyLUICHUS! KOXKH B BHJE CYXOCTH
U KPYHMHOIUIACTHHYATOTO IIeNylIeHus1). JJaHHble cuMm-
HTOMBI OBUIN PACLIEHEHbI KaK IPOSBICHUE HEKPOTHYE-
ckoro sHTepokonuta (HOK 2a). Jlns nanpHeiimero oo6-
CJICZIOBAaHUS U JICUCHUS aueHT Obl1 nepeseneH B PHL]
I'bY3 IPE r. [lerpo3aBoncka.

[Tpu o6cnenoBanmm B PHIL I'bY3 JIPb B cepuu k-
HUYECKNX aHaJM30B KPOBU BBIIBWIIN TAJICHUE YPOBHA
remortobnna co 150 go 110 r/m, metikonuros ot 8,9 1o
22,4 ThIcAYM, M3MEHEHHE JEHKOLUTApHOU (HopMysIbl
3a cyeT HapacTaHus 4yucna 303uHo(wIoB ¢ 5 10 31 %,
MOHOLIMTOB M TpomOoimToB KpoBu. Ilo pesymsraram
OMOXMMHMYECKOTO aHaJlM3a KPOBU 3aperUCTpPHpOBaHA
runonporenHemust 10 36,4 r/n (N 49-69), TenneHus
K runonarpuemun 135 mmons/n (N 135-155) npu HOp-
MaJIbHBIX TTOKa3zareistx Kamms 4,7 MMons/n (N 4,5-6,5),

runeppepmentemuss AnAT-87 EIl/n (NO-40) u ACT
150 En/m (NO—40), noBermenne turpa CPb 10 24,7 mr/m.
B nocese kpoBu pocTa MUKPOQIIOPHI HET, B IOCEBE MOYU
00HapyKEeH YHTEPOKOKK.

B cBsA3M CO CTOMKOM THIIEPITIMKEMHUEN IPOBEIU
onpeneneHue ypoBHs C-nenTuna, KOTOPBIH OKazajcs
camwkeHHsM (0,1 aMomns/i; NO,1-1,22 amons/n). [pu
YABTPA3BYKOBOM HCCJICIOBAHUM BBISBIECH ITHEBMATO3
CTEHOK KHUIIKM W YBEIWYEHHE pa3MepoB MOKETy-
JIOYHOM skese3nl (TrosoBka — 9,0 M, Teno — 9,0 mwm,
xBocT — 10,0 MM), B TMHaMUKe OTMe4aslach porpec-
cust pasmepoB. [lomyyan napeHTepanbHOE MUTAHUE, UH-
(y3MOHHYIO Tepario, HAMPaBICHHYIO Ha YCTpaHEHHE
NIEKTPOJIUTHBIX HAPYUIEHUH, aHTHOAKTEpHAIIbHYIO Te-
panuio, BBeJICHUE UHCYIMHA OCYLIECTBIAIOCH BHYTPHU-
BeHHO. Ha QoHe seueHust ObUTH yCTpaHEHbI 3JIEKTPO-
JUTHBIE HAapyLIEHUs, OAHAKO IOCTHYb CTAOMIM3ALUH
MoKa3aTesiel TIIIOKO3bI He YIaJ0Ch, COXPAHIUCH TaKKe
BBIpaXXEHHbIE AUCTIENTHYECKHE paccTpoiicTsa. [Ipu mo-
MBITKE BOCCTAHOBJIEHUS SHTEPAIBLHOTO MUTAHUS OTMe-
4aJioCch B3AyTHE )KUBOTA, MOSBISUIMCH PBOTA U AUApEsl.

Ha 19-¢ cyTku u3HM B KpaifHe THKETIOM COCTOSTHHUN
MaJIBIUK OBUT JIOCTaBJIeH B pEaHUMAIMOHHOE OT/IENICHHE
nepuHaraibHoro 1entpa Kmuanku CIIGITIMY. Tlpu mo-
CTYIUICHHH y peOeHKa BsUIbIH, HEOMOLIMOHAJIBHBIN KPHK,
CIIOHTAHHAs JIBUraTelIbHasi aKTHBHOCTD 1 MBILICYHBIN TO-
HyC OBIIIM CHIDKEHHBIMH, pe(ireKchl HOBOPOJKAEHHBIX CTla-
oOble. Jluxopamaun (temreparypa tena 38,1 °C). bonblioit
pomamdok 1,0 X 1,0 cm, 3ananan. Koxa OnenHast, cyxas,
TYpProp CHIXEH, KpyIHOIUIACTUHYATOE IIenyienue. [lpu
ayCKyJIBTalluK AbIXaHUE ObLIO )KECTKUM, PABHOMEPHO I1pO-
BOJMJIOCH BO BCE OT/IETIBI JIETKHX; YacTOTa JIbIXaTeJIbHBIX
JBIDKeHUI 46 B MUHYTY. TOHBI cep/iiia ObLT pUTMUYHBIMH,
HEMHOTI'0 PUNTYILIEHHBIMH; 4YaCTOTa CEP/IEUHBIX COKpale-
HUM — 156 B MuHyTy. OOpaimano Ha ceOs BBIpaKEHHOE
B3/IyTHE JKMBOTA, yMEPEHHOE YBEJIMUCHUE NeYeHU. Temn
Jypesza — 7-8 mi/kr/a (Ha done npoBoauMoi HH(Y3H-
oHHOU Tepanuu). CTyn BOASHUCTBIN 7-9 pa3 B CyTKH.

JluHaMHKa BECOBBIX NMPHOABOK ObLIa OTPHLIATEIb-
HOM (Bec mpu pokaeHnd — 2840 T, TPy MOCTYTUICHUH
B kumHUKY CIIOITIMY — 2668 T).

B peannmanioHHOM OTHENIEHHUU TMPOAOKEHA WH-
(Gy3noHHas Tepamus, HampaBliCHHas Ha YCTpaHEHHUE
SNIEKTPOJUTHBIX HapylleHui. ['umonarpuemus Tpyn-
HO TIOJJaBajach KOPPEKLUUH H3-32 KOMIIEHCATOPHOIO
MexaHu3Ma OajaHca OCMOJISIPHOCTH KPOBH B OTBET Ha
TUIEPIINKEMHUIO, COMPOBOXKIAIONTYIOCS TTOINYpUEH 10
7—8 MII/KT/4 1 IOTEepel HaTpus ¢ MOUOM, a TaKKe TsHKe-
JBIM TeUEeHHeM dHTepornaruu (ctyn 6—10 pa3 B cyTkw,
OOWMITBHEIH, KUAKHH 10 350 Mir/cyT). MHCYIHH momydat
BHyTprBeHHO 0,01-0,04 E/I/Kr/4 B 3aBHCUMOCTH OT O~
Kasarejiell IIIOKO3bl KpoBU. IIpoBonninoces yacTuyHOE
SHTEpaIbHOE NMUTAHHWE MACTEPU30BAaHHON CMECHIO-THU-
JPOJIN3aTOM C IOCTETIEHHBIM IIEPEX0IOM OT 30HJOBOTO
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K CaMOCTOATEJIbHOMY JIpoOHOMY Ha (hoHE cTabmimsa-
LU COCTOSTHUSL.

Ha 28-e cyTku u3HU TIepeBe/IeH B OTJEJIEHUE Ta-
TOJIOTUM HOBOPOXKACHHBIX U JIETEH TPyTHOTO BO3pPACTa,
rae o0clieIoBaHuE U JIeYeHHe OBLIO MPOIOIKEHO.

[Ipu oOcnenoBaHuM B reMOrpaMMe OTMEYanach
aHemust (TeMOrIOOMH — 93 T/, 3pUTPOIHUTH —
2,91 - 10'%/); netikoruro3 (mo 28,7 - 10°/:1), BBIpa-
XeHHast 203uHOQuIHs (10 61 %); B OMOXMMHUYECKOM
aHaJM3e KPOBU THIIONpOTenHeMHs (0Omui Oernok —
38,4 1/1). Ilpu uccaenoBanuy ypoBHEH TOPMOHOB KpoO-
BU ITIOBTOPHO BBISIBJIEH HU3KMH ypoBeHb C-nentuaa —
0,5 ar/ma (N 0,1-1,22 HMOIB/1T); TOMOHBI THPEOUTHOM
rpymmsl 06wt B HOpME (T 4 cBoboaHbIi — 14,8 TMotb/1
(N 10,0-23,2); TTI' — 6,28 mxEJl/mn (N 0,23-10,0).

Coyeranne HEOHATAJIFHOTO CaxapHOro Juadera,
SHTEPONATHH, CHEUN(UUECKUX KOXKHBIX MPOSBICHUN
U IPU3HAKOB XPOHUYECKOH PELUAMBUPYIOLIEH WH-
¢dexuun (hebOpunbHasi JIMXOpajika, HapacTaHUE JICH-
KOLIUTO3a NPH OTMEHE aHTHOAKTEPHaJIbHON Teparun)
MO3BOJIMIIO 3amofo3puth y mnamuenta [PEX-cunapowm,
B CTPYKTYPY KOTOPOI'O BXOAUT UMMYHOAE(ULIUT.

Jlnist yTOYHEHUsS] TPUPOIBI MOJIMIHIAOKPUHONIATHN
MIPOBEACHO HCCIIEJIOBAaHUE, HAlpaBIEHHOE Ha MOMCK
WMMYHOJIOTHYECKHX MapkepoB. B pesynbrate BbI-
SIBJICHbI BBICOKMM THTp AHTHUTENl K THUPEONEPOKCHIA-
3e (243,9 Men/mi; N 0-30) u anTHTENa K OCTPOBKAM
Jlanrepranca B TONOXXUTEILHOM THUTpE (aHTHTENA
k GAD1,29 EJl/mi; N 0-1,0), TUTp aHTUTEN K UHCYIIU-
Hy coctaui 5,5 EJl/mi (N 0,0-10,0). AaTrrena k cre-
POUANPOAYLHPYIOIINM KJIETKaM HAIIIOYEYHUKOB 00-
Hapy»XeHbl He ObuTH. TakuM 00pa3zoM, OblIa JI0OKa3aHa
ayTOMMMYHHas PUpPoOJia caxapHOro AuadeTa u TuarHo-
CTHPOBaH ayTOMMMYHHBIA THPEOUIUT.

[IpyHuMas BO BHUMaHHME HaJIWYMe KIMHHUKO-Tabopa-
TOPHBIX IPU3HAKOB NUMMYHO/IE(DUIINTA, BBIIOJIHEHO YIIIy-
OJIEHHOE WMMYHOJIOTHYECKOE OOCIe/IOBaHHE, BBISIBIICH
BbIcokui yposeHb IgE (573,6 ME/mut ipu Hopme 0—15).

[IpoBeneHO MONEKYIAPHO-TEHETHYECKOE HCCIe-
noBaHWE (MYJBTUTEHHOE TapreTHOE CEKBEHUPOBA-
HHUE), B pE3ylbIaTe KOTOPOTO BbISABJICHA MYyTaLUs
reHa FOXP3, nonTeepkiarolnas Haludue y peOcHKa
IPEX-cunapoma.

B Bo3pacte OByX MecslLEeB YeTbIpeX THEH B CBSI3U
C BBICOKMM PHUCKOM BO3HMKHOBEHHS CEIICHCa U YIPO-
300 JIETaJIBHOIO MCXO0Aa MalbuMK nepeseneH B PI'BY
«OHKIL[ AI'ON um. dmutpus PoraueBay Mun3apapa
Poccun i1 mpoBeeHUsI HUMMYHOCYTIPECCUBHON Tepa-
[IUH U ONepalyy 10 Mepecagke KOCTHOTO MO3Ta.

B npezncTaBieHHOM KIMHUYECKOM Cilydyae y peOeHKa
C HEOHATAIILHBIM CaxapHbIM THa0ETOM, TIEPBUYHBIM HM-
MYHOAC(DUIIUTOM W TSDKEIOW DHTEpONaTHed BBISBICHA
He onucaHHas paHee MyTauus rea FOXP3 ¢.1190G > T
(p-Arg397Leu). Anaim3 JIHK marepm marnmeHTa BbI-

SIBUJI 3TO K€ MOBPEKAECHUE B T'€TEPO3UTOTHOM COCTOS-
Hun. OOHapyXeHHBI BapwaHT Jjokann3oBaH B JIHK-
ces3pBarorieM  C-tepmunanmsHOoM — forkhead-momene
U PaCIICHUBAETCS] OCHOBHBIMHU TIPEICKA3aTEIbHBIMH IPO-
rpammamu (Polyphen2, SIFT, Mutation Taster) kak maro-
TeHHbIN. BecoMbIM KOCBEHHBIM apTyMEHTOM B IOJIB3Y Ia-
TOTEHHOCTH BBISIBJICHHOTO BapHaHTa SIBISIETCS TOT (PaKT,
g1o MyTaruu ¢. 1189C>T [21] u c. 1190G > A [13],
3aTparuBaloliye TOT K€ caMblil KooH 397, Obun paHee
HaiieHbl y nauueHToB ¢ [IPEX-cunapomom.

W3BecTHO, uTO A5t Matepeit nauuenTos ¢ IPEX-cun-
JIPOMOM XapaKTEpPHO HAJIMYUE MHOTOKPATHBIX AIU-
307I0B CIIOHTAHHBIX TPEPHIBAHUN OCPEMEHHOCTH TP
BBIHAIIMBAHUH IUIOAOB MYXCKoro moma [14, 17, 19].
B onmcanHOM citydae aHaMHE3 MaTtepH MaiueHTa (Ho-
CUTEILHUIIBl MyTAIlMH) TAKXKe OBLT OTSTOIIEH HeBBhIHA-
ITUBAaHUEM OEpEMEHHOCTH Ha PaHHUX CPOKaxX. ITO eIe
pa3 TMOATBEpPXAAeT, 4To OOHApyKEHHAs HaMH HOBas
MyTalysi OKa3blBaeT CEphe3HOE BIMSHUE Ha (DYHKLUIO
FOXP3, o0ycnoBnuBasi MOBBILICHHYIO SMOpPHOHAIIb-
HYIO JIETaIbHOCTb.

I'enernueckas BepuQuKalusa HEOHATAILHOTO caxap-
HOTO JiabeTa KpaifHe 1mose3Ha, Tak Kak Mo3BoJIsIeT yTou-
HUTh TPUPOJY 3a00JI€BaHUsI U BhIOPATh ONTHMAJIBHYHO
TaKTHKY JieueHrst. OCOOEHHO 3TO aKTyaJIbHO JIJIsI ITAI[HeH-
TOB C CHHIPOMAaJIbHBIMH (hOPMaMH, UMEIOIITIIMH, KaK pa-
BWJIO, TSDKEJIOE TeueHwe. BriaBienne MyTanuu y O60Ib-
HOTO peOeHKa O4YeHb BayKHO I MEINKO-TeHETHUECKOTO
KOHCYJIBTUPOBAHUS CEMbH, MOCKOJBKY NIE€7TaeT BO3MOXK-
HbIM mnpoBefeHue mnpeHaranbHoi JHK-muarnoctuxu
B CJTy4ae MOCIeTyIoNnXx OepeMeHHOCTEH.

JlaHHBIA KIMHUYECKUH Ccilydyall CBHJIETEJIbCTBYET
0 TOM, 4TO B3aMMOJICUCTBHE Bpaueil Pa3IMUHbIX CIIEIU-
aIBHOCTEH (HEOHATOJIOTOB, YHIOKPUHOJIOIOB, TacTpO-
SHTEPOJIOTOB, UMMYHOIIOTOB, TEHETUKOB) CIIOCOOCTBY-
et 6oree d(pPEeKTUBHOMY YCTaHOBJICHHIO IMPABUILHOTO
JMarHo3a y MalyueHTOB ¢ PeIKUMH 3a00JIeBaHUSIMH.

Pabora Bemonnena mpu noanxepxke rpanta PH®
15-15-00079.
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