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2Y3 «BTopasg ropoackas AeTckas KAMHMYeckast
60AbHMLA», MUHCK

AyroummynHbIi osuraany sipabiit cungpom 1 tuna (AIIC 1) — tskenoe 3abosieBamie, peiko BCTPeYaioleecsi B IPaKTHKe
nemrarpa. Kimmnnyeckne npusnakn AIIC 1 BecbMa pa3Hoo6pasHbl, HOBbIe KOMIIOHEHTHI 3200JI€BAHIST MOTYT MaHU(ECTHPOBATD B
J060M Bozpacte. Baxkia x cBoeBpeMeHHasl ANarHOCTHKA, TAK KAK HEKOTOPbIE IIPOSIBIICHUSI MOTYT YTPOKATD Ku3Hu 60IbHOT0. B
cTaTbe MPUBeIEHO cOOCTBEHHOE KanHnYeckoe Habmonenue tedernst AIIC 1y poxnbix 6para n cectpsl. [lokazana BaXKHOCTD Bpa-
4eOHOTO HAOJIOICHUS 32 BCEMU JIETbMU B ceMbe, umeioteil peberka ¢ ATIC 1.

Kimouessie cioBa: ay TOMMMYHHBIN MOTUTIAH/TY ISIPHBII CHHAPOM, IETH, CHOCHL

YTOUMMYHHBIN TOJUTTAHAYJIASPHBII CUHIPOM

1 tuma (AIIC 1) (cuHApPOM ayTOMMMYHHOI
MOJIMHOKPUHOTIATUN, KAaHAMI03a U IKTONEPMAJIb-
HOU ucTpodun) — 3TO HacJeLyeMoe TI0 Ay TOCOMHO-
pellecCMBHOMY THITY 3a00JieBaHIEe, KOTOPOE € OIUHA-
KOBOH YacCTOTOI BCTpeyaeTcsl y MaJIbYMKOB U JIeBOYEK.
AIIC 1 aumarHOCTUPYIOT Ha OCHOBAaHWHM IBYX U3
CJEYIONNX TPU3HAKOB: XPOHUYECKOTO CIU3UCTO-
KOXKHOTO KaH/M/1033, ayTOMMMYHHOTO THIIOTIapaTH-
peosa, ayTOMMMYHHOW HaJIIOY€YHUKOBON HeJ0CTa-
TOYHOCTH [2].

B HEKOTOPBIX TOIMYIANUAX OTMEYAETCS OTHOCUTE-
JbHO Bbicokas yactota AIIC 1 (cpemn n3panyibCKmx
espeeB — 1 : 9 000 HoBopoxkAeHHDbIX; B CapuHun —
1:14 000; B8 Quussnaun — 1 : 25 000). B Benapycu
pacrpocTpaHeHHOCTD 3a00JIeBaHUsT Heu3BecTHa |3, 8].

ledexTHbIl TeH pacrosiaraeTcsd B XpPOMOCOME
21q22.3 (AIRE-ren). OH KOmupyeT MpenoiaraeMblii
SIZIEPHBIM MIPOTENH, 3KCIIPecCUpyeMblii BO MHOTHX
TKaHSAX MMMYHHOW CHCTEMBbI, MPEUMYIIECTBEHHO B
AMUTEIUAIBHBIX AHTUTEH-TIPE3EHTUPYIOMINX KJIETKAX
tumyca. AIRE-ren urpaer BaxKHYIO POJIb B MHAYKITUH
AyTOTOJICPAHTHOCTU 32 CUYET OTCYTCTBUS CEJICKIINH
MOTEHITUATBHO Ay TOPEAKTUBHBIX TUMOIMTOB. /lnCKy-

TUPYETCS 3ABUCMOCTD CIEU(PUUECKUX TTPOSTBIEHUTT
AIIC 1 ot ajueneii B JIoKycax CUCTEMBI THCTOCOBMEC-
tumoctu (HLA), Tak Kak OTMe4YeHO coveTaHUE
onnuakoBbix myTaiuii AIRE ¢ pasubivMu dhenorumna-
mu. Yerkoit cBsazu mexay AIIC u HLA-amnensmu
Her. HLA-niosmmMopdusm 00bsicHsieT HabJI0gaeMyo
BapuabenbHoCcTh (herorunion npu ATIC 1 [2].

Kimanueckast kapTuHa 3ab60JieBaHUsT Pa3zHOOOpas-
Ha (Tabumia). Y GoJIbIINHCTBA HALMEHTOB OTMEYAIOT
JIOTIOJIHUTEIbHbIE CUMIITOMBI TOPAKEHUST IHIOKPHH-
HBIX U HEIHJOKPUHHBIX OPTaHOB (CaXxapHbId juabder
1 Tuma, ayTOMMMYHHBIN TUPEOUUT, TUIIOTOHAM3M,
aJIoTIeN o, MaibabCOPOIUIO, BUTUJIUIO, ayTOUM-
MYHHBIN TeIaTUT, MEePHUIMO3HYIO AaHEMUIO, KePaTo-
KOHBIOHKTUBUT, CYXOU KepPaTUT, IKTOAEPMATHHYIO
quciiasuio). Onucanbl 1 Goslee pelKue coYeTaHus
AIIC 1 ¢ peBMATOUIHBIM apTPUTOM, TMIIOMUTYUTA-
pusmom [1]. B Hauase 3abojieBaHus TPU HAJIUIUU
TOJIBKO OJIHOTO U3 KJIMHUYECKUX TIPUBHAKOB JUATHO3
MMOCTABUTD JIOCTATOYHO CJIOKHO [2].

Jleuenue AIIC 1 — 3TO TMOKM3HEHHAS 3aMECTHU-
TeJIbHAsT TOPMOHAIbHAS Tepariisl (TIIIOKOKOPTUKOUIBI
U MUHEPAJTOKOPTUKOUIBI TPU HAATIOYEUHUKOBOM
HEeIOCTATOYHOCTH, IIPEraparbl JIEBOTUPOKCUHA TIPU
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rUnOMYHKIUHA MUTOBUIHON JKeJe3bl, THCYJIWH TPU
caxaprom juabere 1 tuma). Ilpu rumnonapatupeose
CTaHJIAPTHOE JIeYeHNE BKJIOYACT Ha3HAUCHNE aKTHB-
HBIX META0OUTOB BUuTaMuHa D u Kasibiust [9)].

BceaepictBue peqikoii BeTpeyaeMoCcTH JJaHHOM 1aTo-
JIOTUU B MEUATPUIECKON TIPAKTHKE MPUBOIAUM COO-
CTBEHHOe KJmHuYecKoe HabroneHue teuennst ATIC 1
Y POJIHBIX OpaTa U CECTPBL

Kmnuyeckwmii cimyyai

Manvuux /1., 10 nem, ouaenos: AIIC 1.

Anammes. PebeHok ot 1-ii GepeMeHHOCTH, CPOUHBIX
POIOB, MpoTeKaBIINX Oe3 ocobeHHocTeil. Macca Tesra
npu poxkaernn — 4200 r, poct — 55 cm. Poc u pas-
BUBAJICS COOTBETCTBEHHO Bo3pacty. llepeneceHHbie
3a00JieBaHMs: YacTble WHMEKIUU BEPXHUX JbIXa-
TEJILHBIX TIyTel ¢ OOCTPYKTHBHBIM CHHIPOMOM. 3a
JIBa MecAI1a /10 HACTOAIEH TOCTIUTATIU3aIu POJIUTe-
Jin 0OpaTHIIN BHUMAHUE, 4TO peGEHOK OBICTPO yCTa-
eT JlaXke TIPU He3HAYUTEJNbHBIX (DU3NIECKUX HATPY3-
KaX, COHJIUBBIN, BAJBIN. ANMNETUT CHUKEH, IIJI0XO
HaOWpaeT Maccy Teja, MPEIIouYTEHIe OTIAeT COJie-
Hoili mumie. [logBumoch yacTtoe MouenCITyCKaHUE.
Poauteneit HacTopo)kmja 4YpesMepHO CMyTJias
OKpacKa KO)KH, XOTsl B JIETHUI HEPUOJ MAaJbuuK
Beerga OuicTpo 3aropai. CocrosHue pebeHKa 1po-
IPECCUBHO YXY/IIIANOCH, OH OB TOCIUTATU3UPOBAH
JUIst 00C/IeIOBaHUS 1 JIeYeHUsI B PAHOHHYIO OOJIbHU-
Iy 110 MECTY *KUTETbCTBA.

IIpedwecmeyiowee nabopamopnoe obcaedosanue.
OO6muii anams moun: 6Ge3 marosoruu. OOmuil ana-
Jin3 KpoBu: Ge3 maTosioruu. B 6MoxuMuueckoM aHa-
Jiu3e KpOBU HAOJIO/AIach TUHOKAIbIHeMUst (KaJib-
it o6t 1,96 Mmoot/ (Hopma 2,1—2,6 MMouib/a)),
runiepdocdaremus (bochop 2,5 mmosab/n (HOpMa
1,45—1,78 mmousb/)), runonHarpuemusi (HATPUI
118 mmouib /a1 (nopma 132—145 MMoJIb/ 1)), THIIOXJIO-
pemus (xs10p 87 Mmmostb/it (HopMa 98—106 Mmouib/1));
JIpyTHe MapameTpbl COOTBETCTBOBAIN pehepPEeHTHBIM
3HaueHusiM (Kanuii 4,98 mmousn/n (Hopma 3,1—
5,1 mmoun/n); marauit 0,68 Mmmomn/a (Hopma 0,65—
1,05 mmoutn/1); Trokosa 5,0 MMours/i1 (Hopma 3,33—
5,55 mMMosb/n)), obmuii Genok 77 v/ (Hopma
60—80 r/n), moueBnna 6,8 mmoub/n (Hopma 1,8—
7,1 MMOJb/T), KpeaTuHun 45 MKMOJIb/J (HOpMA
27—71 mxmoun /1), C-peakTuBHbIi Oesiok — 0 1/,

Hncmpymenmanvhoie ucciedosanust. IeKTpoKap-
muorpadusa (IKI): curycoBas Taxmkapaus, 4acToTa
cep/ieyHbIX cokparienuii 112 B 1 MuH, BepTUKJIbHOE
nonoxkenre JOC. Yrabrpa3ByKoBoe HCCAEOBAHUE
(Y3U) muToBUIHOI JKeJie3bl: TAaTOJOTUU He BbISIB-
JgeHo. Y3WM 3a6pOMIMHHOTO HPOCTPaHCTBA: He-
MOJIHOE Y/IBOCHUE YallleYHO-JOXaHOYHONH CHUCTEMBI
obenx mouek. Y3U cep/iiia: pasMepsl TOJIOCTEN cepii-
112 U Ieperopo/iok B HopMe. [laTosiorndecknx nryHToB
He BbIABIeHO. COKPATUMOCTh MUOKAp/la He HapyTiie-
Ha. DuUOPOracTpOIYOEHOCKOIHSL: MOBEPXHOCTHBIN
TacTpUT, AYOJCHO-TACTPAIBHBIN pedIioKc.

N 3—4 2015

Tabanua
Yacrtora nposiBaeHui AlNC 1 [2]

3aboaeBaHue Yacrora, %

[AaBHble rposiBA€HNS

CAM3UCTO-KOXKHBIN KaHAMAO3 72—100
AYTOUMMYHHbI rMnonapaTtMpeos 76—93
enocraromocr 73-100
OCHOBHblE MaAble MPOSIBAEHUS

AyTOMMMYHHbIE SHAOKPMHOMATUN
[MneproHaAOTPONHBIN FMNOroHaAM3M 17—61
AYTOMMMYHHbBIN TUPEOUANT 4—18
CaxapHbit Anabet 1 Tmna 0—23
[MnodursapHble HapyLueHns 7
JKeAyAOUHO-KMLIEYHbIe NMPOSIBAEHMS

[MepHnuUMo3Hag aHemms 13—-31
Manbabcopbums 10—22
XKeauHokameHHasi 60A€3Hb 44
XPOHWYECKMIA aKTUBHbIA renatuT 5-31
AYTOMMMYHHbIE 3a60AEBaHMS KOXKM

Butnanro 8—26
Anoneums 29—40
KpanvBHuua ¢ AnxopaAkom 9
IKTOAEPMaAbHAs AMCTIAA3US

Amnctpodumga HorTemn 10—-52
[Mnonaasms 3y6HOM aMaAn 40—-77
Kaabumdpmkaums 6apabaHHOM MepernoHKm 33
Apyrvie nposiBAeHuns

KepaTOKOHBIOHKTMBUT 2—35
AcCnAeHns 15

[Tpoduis apreprasibroro nasrienust: 70/35 MM pT. CT.
— 85/60 mm™ pT. CT.

OcMOTpEH OKYJIMCTOM: IUCKY 3PUTETHHBIX HEPBOB
6JieJHO-PO30BbIe, TPAHUIBI UYETKHUE, COCY/Ibl He
U3MECHEHBI.

YuuTbiBasg aHAMHECTUYECKHE U KIMHUYECKUE JIaH-
Hble, N3MeHeHus JTaboPaTOPHbIX MoKasaTesei (rumo-
HATPUEMUSI, TUIIOXJIOPEMULs), OBLIT BBICTABJIEH TIPEI-
MOJIOKUTEJIbHBIN IMaTHO3 XPOHWYECKOH Hajrouey-
HUKOBOU HeflocTaTouHOCTH. HazHauyeH rpesHn30710H
(mByxpatHo BHyTpuBeHHO 110 60 Mr) 1 0,9 % pacTBOp
NaCl. [lia panbHeiimero o6caej0BaHust, YTOUHEHMS
JIMaTHO3a U JiedeHust peGeHOK HarpasJyieH B Peciry0-
JINKAHCKUH IEHTP JIeTCKON 3HJOKPUHOJIOTUH.

Ob6vexmuenvie dannvie. COCTOSTHUE TPU TTOCTYTI-
JIeHUN cpejiHeil TsikecTH. TesocsioxkeHne paBUJIb-
Hoe. Koska rurnieprurMeHTupoBata, 0cOOEHHO CKJIajl-
KI B 00JIACTH JIOKTEBBIX, KOJIEHHBIX CYCTABOB, MaJIb-
1eB kucreid. Bugumble causucroie 6JieJHO-PO30BEIE,
gyucTbie. HorreBble NMIACTUHKY MAJbIEB PYK HU3Me-
HeHbl (71ehOpMUPOBAHBI, CePO-OyPOro 1BeETa € TOTe-
peit 6aecka, arpoduposanbl). [luroBuanas xenesa
He yBeJudeHa, Markas, OesbosiesHerHHas. TOHDI
cep/illa TPOMKHE, PUTMUYHbBIE, YACTOTA CEPACYHBIX
cokpamiennit 115 B 1 MuH, aprepuasibHOe JaBjieHue
90/60 mMm pt. ct. Hucsno apixanuit — 18 B 1 mun. B
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JIETKUX JIbIXaHUe BE3UKYJISIPHOE, IIPOBOAUTCS BO BCE
oTnesbl, XpuoB HeT. JKUBOT MATKUI, HOCTyHeH
riybokoil masbnanuu. IledeHb M cejle3eHKa He
yBesrmueHbl. Modencnyckanue ydaiiennoe, mepuo-
JIMYecKu HOuHOe Henepskanue mouu. CTaaust moJio-
Boro pasutug no Tamnepy — 1. Poct — 132 cm
(10—25 % muepuentuiap), Macca Tteira — 27 Kr
(10—25 % neprientuib). [enerudeckuii poct 174,5 cm
(25—50 % mnepuentunb). Dusnyeckoe paszBUTHE
HUKe cpeaHero, rapmouudnoe. CosHamue sCHOE.
OpuentupoBaH BepHo. JIUll0 cUMMETPUYHOE, SI3BIK
1o cpenHedl JUHUU. MBIIIeUYHBI TOHYC YOBJIe-
TBOpUTEJIbHBIN. KosieHHbIe, axuanoBbl pedJieKch
BBI3BIBAIOTCS, cuMMeTpudHbie. CumnToMbl XBOC-
teka u Tpycco, pediekc Baburnckoro — orpuiare-
JibHBIe ¢ 00euX CTOPOH. MeHUHTeaJbHble CHMII-
TOMBI OTpHIaTesbHble. KoopauHaTOpHBIE MPOOBI
BBIIOJIHSIET.

OcMOTpeH HEBPOJIOTOM: HYpPe3 HOYHOU HEBPO30-
TO10OHBII.

B 6MOXMMHUYECKOM aHaJi3e KPOBU BBISIBJECHBI:
rutnokajibiimeMust (KaJbllUil HMOHU3UPOBAHHBIM
0,68 mmousb/a1 (Hopma 1,1—1,4 mMmomb/)), rutmep-
docdaremus (pocdop 2,31 mmosb/n (nopma 1,45—
1,78 mmozb)), Tunmomarauemust (Marauii 0,41 Mmoot/
(mopma 0,45—0,6 MMOJb/i)), THHOHATPUEMUS
(unarpuit 131 mmosb/n (Hopma 132—145 mmosb/n)),
runepkaiuemus (Kaauit 5,4 mmouib/n (Hopma 3,1—
5,1 MmMoIib/1)).

[Ipu TOPMOHATIBHOM OOCJIEOBAHUU OTMEYEHO
CHW)KEHME YPOBHS KopTuzoja B KpoBu B 8.00
(57,4 umoan/n (uopma 171—720 wumoin/n)),
MOBBIIIIEHNE YPOBHS A[PEHOKOPTUKOTPOITHOTO TOP-
moHa (AKTT) (2006 mmomb/n nipu HOpme 7,2—
63,3 MOoJIb/01). 3HAYEHUS JPYTUX TTOKA3aTe el ObLIN
B HopMe (maparropmoH — 38,6 nr/ma (HopMma
15—65 nr/mua), tupeorponnsbiii ropmon (TTI)—
4,1 MME/n (nopma 0,27—4,2 MmME /1), cBOOOHBIN
tupokcun (cBTs) — 23,4 nmousb/n (mopma 11,5—
23,0 mMoJIb/JT), aHTUTEJIA K TUPEOUTHOM TIEPOKCHIa3e
(AT  TIIO) — 18,7 Ex/ma (wopma mo 50 Ex/mu),
uncyana — 7,9 MmxEn/mi (mopma 2,6—25 mxEmx/mn),
aHTuTesa K rayramaraekapookcunase (AT-GAD) —
0,38 En/mu (nopma 0—1,0 Ex/mur)).

YpoBenb TIII0KO3bI KPOBU BapPbUPOBAJI OT
3,8 MMOJb/71 HaTomaK 70 6,7 MMOJb/1 depe3 2 4
[OCJIE e[Ibl.

B maske u3 3eBa obHapykena Candida albicans
104 KOE, 1o noBoty Kauu/103a MoJioCTH pra u OHU-
XOMHK03a Ha3HaueH (PIIyKOHA30.

[IpoBenena marHUTHO-pe3oHAHCHAST TOMOrpadust
(MPT) rosoBHOTO MO3Ta: NPHU3HAKOB NATOJOTUU
BEIECTBA TOJIOBHOTO MO3Ta He BbISIBJIEHO.

YuurtpiBas aHaMHe3 W KJIUHUYECKUE JAHHBIE,
pesyJbraThl JabopaTopHOro obcienoBanus (IUIIO-
KaJbliemus, runepdocdareMus, rUnoOHATPUEMUS,
rUnepKajineMus, CHUXKeHUEe YPOBHS KOPTHU30JIa,
nosbirerrie ypoBast AKTT), Obli BbICTaBJIEH rar-
no3: AIIC 1 (xpoHunueckas HaJIIOYEUHUKOBas HEJ0-
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CTATOYHOCTD, JCKOMIICHCAIIMS, TIEPBUYHBIN THIIOMA-
paTupeos, JAEeKOMIICHCAIMS, CUCTEMHbBIN KaHIWI03
(OHUXOMUKO3, KaH/AW/I03 CJU3UCTON TOJOCTH PTa)),
TUTIOMArHUEMUS], SHYPe3 HOYHOU HEBPO30MOI00HBDIIL.

C 1espbio JiedeHns HaITOYEeYHNKOBON HEI0CTaTOY-
HOCTU Ha3Ha4yeH TUAPOKOPTU30H 20 Mr/cyT 3a TpH
npuema (20 mMr/m?) u GIyAPOKOPTU3OH B CYTOUHOIA
noze 150 mxr (150 mxr/m?). YuutbiBas HOpMa-
Jguzanuio yposueil narpus (144 mwmouib/ir), Kajaus
(4,2 mmonn/n), cumxenune ypoHg AKTIL no
112,8 tMOJIb/71, HOPMAJIU3AIUIO APTEPUATBLHOTO J1aB-
JIEHUsT W yJydilieHue OOIIero caMOYyBCTBUS, 03y
THJIPOKOPTU30HA MOCTENeHHO cHu3uim 1o 16,8 mr/m?,
dbaynpokoprusona — 10 72 MKr/m% AMOyJIaTOpPHO
PEKOMEH/IOBAHO JajbHelInee CHUXEHUE CYTOYHOU
JIO3bI TJIIOKOKOPTUKOUIOB 10 14 mr/m?, diryapokop-
tuzona — 10 50 mkr/m% [lis koppexiu (ochopHo-
KaJIbIHEBOr0 OOMEHa Ha3HAYeH KaJbIUTPUOT —
0,25 MKr/cyt ¢ manbHEWIeil TUTpanueil A03bI 0
0,5 mxr/cyT; «Kamprmii-/I3» (1 tabierka comepkut
500 mr kaiabiys u 400 ME suramuna Ds) 2 tabierku
B cyTku. Ha done mpoBomumMoil B TeyeHHne Tpex
HeJeb Tepaly OTMeYeHa TOJIOKUTENbHAS JIH-
HaMHWKa 10 YPOBHIO KaJblis MOHU3UPOBAHHOTO
(0,86 MmmoJb/71).

AIIC 1, aBasgsCb TeHETUYECKU JETEPMUHUPOBAH-
HBIM 3a00JIEBAaHUEM, UMEET CeMEHHbIN Xapakrep. Y
Gumskaiimx pogctBenHuKoB OosibHOro ATIC 1 (6pa-
ThEB U CECTEP) BBICOK PUCK 3a00/eBaHMIT, BXOAAIINX
B COCTaB CHHIpOMA [5].

Cecmpa pebenxa, desouxa A., 8 nem 9 mecsues,
Ha0JTI0/1aJTaCh SHOKPUHOJIOTOM B TEUEHHE JIBYX JIET C
JINaTHO30M: UTUOTIATUYECKUI TTePBUYHBIN TUIIOMAapa-
THUPEO3, KaHAU/I03 CIAU3UCTON TTOJOCTH PTa.

Anamnes swcusnu. PebeHor ot 2-ii GepeMeHHOCTH,
nporekasiieit Ha (one aHemMun. Pojbl cpouHbie, 6e3
ocobenHocreil. Macca npu poxaenun — 4050 r,
poct — 53 cM. PebeHOK poc U pa3BUBAJICS B COOTBET-
CTBUHU C BO3PACTOM.

Anamnes saboresanus. B cenrsiope 2013 r. poaure-
JIi 0OPaTUJIMCh K HEBPOJIOTY € KajodaMu Ha IIOBTO-
PSIIOIIMECST Y JIEBOYKH AIHM30/bI BHE3AITHBIX OOJIEN U
c1abocTy B 11PaBoOil HoOTe, J/MBIIecs oT 5 10 20 MuH,
BO BpPeMs KOTOPBIX OHa TI€pPEe/BUTaach, OMHUPALChH
Ha HOCOK OoJibHOIT Horu. Hora mepecraBaia 6osieTh
nocsie 30-MUHYTHOTO TIepepbiBa. PeGeHOK ObLI TOCTIH-
TaJU3UPOBaH B PeciyOJMKaHCKUN Hay4HO-IIPaK-
TUYECKUU TIEHTP HEBPOJIOTUM W HEUPOXUPYPTUH,
OT/IeJIEHUE JIETCKOW HEBPOJIOTHH.

Tpu roza Ha3a BO BpeMst HOUHOTO CHA Y pebeHKa
BO3HMK TeHepaju30BaHHBII TOHMKO-KJIOHUYECKUN
[IPUCTYII C TOTEPEN CO3HAHUS B TEYEHUE 5 MUH, TIOCJIE
KOTOPOTO J[eBOYKA Obljla TOCHUTAJU3UPOBAHA B
[Munckyio paitonnyto Oosbhuily. Ha KoMIbloTepHOR
tomorpacdun (KT) rosoBHOro Mo3ra matojoruu He
BoisiBJIeHO. C 11e/IbI0 KyNUPOBAHUST TIPUCTYIOB ObLIa
Ha3HaueHa BasblipoeBas KucjoTa. /[Ba Tojma Hazam y
JIEBOUYKM TOSBUJIMCH AIMU30/bI 001ell caabocTu, BO
BpeMS KOTOPBIX OHA CTAHOBUJIACH BAJIOH, TACCUBHOM,
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caboil. JleBouKa TPEIIOUnTaa JeKaTh, TOBOPUIIA
TUXUM T0JIOCOM. Takoe cocTosiHue TPOIOJIKATIOCH B
teyenue 20 MuH, rocJie uero pebeHoK 3achinait. [Tocse
CHA CAMOYYBCTBHE HOPMAJIU30BBIBAJIOCH. JIU30JIbI
ob6mielt ciaboctu U 60JIb B HOTEe BO3HUKAJIU TOJIBKO
JIHEM 1 He ObLIM CBS3aHbl ¢ (PU3NYECKOIl HArpy3KOii,
HMOIIMOHALHBIM COCTOSTHIEM PeOeHKa.

ITpu ocmotpe: poct 112 em (25 % nepueHTHIb),
macca tena 21,5 kr (50 % nepiientuib). lenerudyeckuit
poct 161,5 cm (25 % neprertuiib). Ousndyeckoe pas-
BUTHE HUKE CpejiHero, rapMmorndroe. ObIiee cocTost-
Hue cpeHell TskecT. KOKHDBIE TIOKPOBBI OJIEHO-
po30Boro 1Beta. Horresbie MIACTUHKY MAJIbIEB PYK
U HOT He M3MEHEHbI. Bupnmblie CJIU3UCTbIe OOBIYHON
okpacku, uncrtoie. ll{utoBuanas jxesnesa He yBejanyde-
Ha, MsArKas, 6e30o/e3HenHas. Crazus 10J0BOrO pas-
Butus 1o Tannepy — 1. Cosnanue sicnoe. OpueHTH-
poBaHa BepHO. Peub pasoBas, auciaanusd. 3padku
paBHOBesiuKIe. JIUIIO CUMMETPUYHOE, SI3bIK 110 CPefl-
Helt TuHun. Mblteynsiii Tonyc angdy3Ho CHUKEH.
AxuioBbl pedieKChbl BbI3bIBAIOTCSI, CAMMETPUYHBIE.
Cumrrrombr XBocreka 1 Tpycco, peiieke Baburckoro
MOJIOKUTEJIbHBIE ¢ 00enX CTOPOH. MeHUHTeabHbIe
CUMIITOMBI OTpuIaresibHbie. B mo3e Pombepra ycToii-
yuBa. [laJblleHOCOBYI0 TPOOY BBIMOJHSIET YIOBJIE-
TBOPUTEJIHHO.

Odranbmosior: 6e3 maToJoruu.

Jlannvie uncmpymenmanivnozo 06cie008anust. JeKT-
poautedanorpamma (IIT): smunentudopmHas ak-
TUBHOCTH He 3aPErucTpUpoBaHa. XOJITEPOBCKOE MO-
HutopupoBanue JKI: 0CHOBHOI pUTM CUHYCOBBIH, BO
BpeMs [IPUCTYIIA 3aPETUCTPUPOBAH MU0 TAXIKAP-
qun (160 B 1 MuH), HapyIIeHUsS CEPIEYHOTO PUTMA 32
BpeMsi HAaOJO/IEHUsT HE OTMEUYEHO, [UArHOCTHYECKU
3HAUYMMOI U IOCTOBEPHO quHaMmuku cermenrta ST He
Habuogam. daekrponeiipomuorpadus (DHMT):
yOEeUTEIbHBIX JIAHHBIX TOPaKeHMs Tepudepudec-
KIX HEPBOB He BBISIBJIEHO.

MPT rojioBHOrO Mo3ra: Npu3Haku 0OMEeHHO-/KC-
Tpouueckux namenennii. Pearrenorpacus rojgeHo-
CTOITHBIX CYCTaBOB U CTOIL: 30HBI POCTA, SIIPA OKOCTe-
HEHUsI COOTBETCTBYIOT XPOHOJOTMYECKOMY BO3PACTYy,
6e3 marosiornuecknx usmerenuit. MPT mo3BoHOUHM-
Ka: ATOJIOTNYeCKUX UBMEHEHU He BbISIBJIEHO.

KT romoBHoro mosra: kapTuHa MOYET COOT-
BerctBoBarh cunapomy @Dapa. duddepenimaib-
HBII JIMarHo3 ¢ 3a00JIEBAHUSIMU MTAPAIIUTOBU/HBIX
JKees.

VY3U cepaua: 6e3 narosoruu. ¥ 3W 1mouek, opra-
HOB OPIOIIHON T10JI0CcTH: O€3 CTPYKTYPHOI MaTosio-
ruu. Y3U muTOBUIHON KeJie3bl: PACIoJIOKeHUe
00BIYHOE, TMOJBUKHOCTH COXPAHEHA, HXOTEHHOCTD
CPeJlHsIsl, CTPYKTypa OJHOPOJHAsL, 00beM JKeJe3bl
COOTBETCTBYET BO3PACTY.

Hannvie nabopamopnozo obcaedoganus. OOt
aHayim3 Mouu: 6e3 marosioruu. B OMOXUMUYECKOM
aHa/iu3e KPOBU BbISBJIEHDL: THUIIOKAIbIIEMUs (KaJlb-
1uii monnsuposanubiii 0,7 Mmmomnb/n (Hopma 1,29—
1,31 wmmonb/n)), tunepdocharemus (dochop
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3,94 mmoub/a (Hopma 1,45—1,78 mmoib/)); npyrue
rmapaMeTpbl COOTBETCTBOBAJIU 3HAUYEHUSAM HOPMBI
auarHoctuyeckoro Habopa (kanwit 4,3 MMOJIb/J
(nopma 3,4—4,7 mmoub/a); marauii 0,69 mMMoumb/n
(nopma 0,65—1,05 mmouib/a); mienounas (ocdaraza
138,9 En/n (wopma 96—297 En/n); raokosa
4,63 MmoJib /71 (HOpMa 3,33—5,53 MMOJIb/J1)).

ITpu ropMOHATIBHOM 00CJIEI0BAHUN OTMEYEHO CHU-
JKeHUe YPOBHS IapaTropMoHa B KpoBHU (5,5 Iir/mi
(nopma 14,9—56,9 1ir/mit)), 3HadeHus APYTUX MOKA-
saresieit 6pun B Hopme (TTT 2,9 MME/n (Hopma
0,17—4,05 MME/n), c8T; 20,4 umonn/n (HOpMA
11,5—23,0 nmosb/mn), AT k TIIO 84 En/mn (nopma
no 50 En/min), uncynun 2,6 mxEmx/ma (mopma
2—20 mxEn/mn), C-nentug 292 nmosb/n (HOpMa
160—1100 nimosib/1)).

YunuTbiBag aHaMHE3 U KIMHUYECKUE TaHHbIe, U3Me-
HeHus J1abOPaTOPHBIX IOKasaTeseil (TUIoKaIbliye-
Mmus, rurepdocdaremMus, CHUKEHUE YPOBHS Iapart-
TOPMOHA), ObLJI BBICTABJIEH IUATHO3 TUIIOTIAPATHPEO3a
U K JIeYEHUIO JI0OABJIEHBI MTPEHAPATHL KaIbI[UTPHOJ
0,25 MKr/cyT ¢ MoCJenyIouM YBeJIudeHueM CyTod-
HO# 710361 710 0,5 MKT; «Kasmbinii-/[3-muk»> (1 kamcymma
conepsxut 166,7 mr kanmbiusa u 66,7 ME Butamuna Ds)
6 Karcys B CyTKH.

Ha ¢done npoBopumoii Tepamnvu K MOMEHTY BbI
MMUCKK U3 CTAI[HOHAPA OTMEYEHO YJIydllieHre OOXu-
MHWYECKUX TTOKa3aTeJel: KaJblinii MOHU3UPOBAHHBIN
1,1 mmouib /a1, pochop 2,86 Mmoub /1.

B Teuenue mocsenyomumx AByX JeT IeBOYKA
JBaXK/bl ObLIA TOCTUTAIU3UPOBAHA B 9HIOKPUHOJIO-
rUYecKoe oTjeieHne PecryOiInKaHCKOrO JIETCKOTO
SHJIOKPUHOJIOTUYECKOTO TIEHTPa /IS IJIAHOBOTO
obcyieloBaHMsT U KOPPEKIMK Teparuu. DIMH30/10B
cimaboctu, Gosiell B HOTAX, CyZOPOT HE OTMEYEHO.
KoppexIuio 1036l TIOTydaeMbIX TPEnapaToB aMOyia-
TOPHO (KaJbIUTPUOJIA, KaJbIUusd U BUTaMuHa Ds)
MIPOBOZIMJIN TI0/T KOHTPOJIEM YPOBHEH MOHU3UPOBAH-
HOTO Kasbims u (ochopa B kposu. [leprogamuecku B
Maskax u3 3eBa oOHapyskuBasu Candida albicans B
JIMAaTHOCTUYECKOM TUTPE, UTO TPEOOBATIO HA3HAYEHUST
IPOTUBOTPUOKOBOTO JIEUEHUSI,

ITpu mocieaHeil rocuuTaIu3alu B CEeHTIOpe
2015 1. cocTostHUE EBOYKH YIOBJIETBOPUTEIHHOE.
JKaso6 He npeabssiger, cosHaHue sicHoe. Koxmbie
MOKPOBBI 6e3 m3MeneHuil. Ha ciu3ucToi s3bika yme-
PEHHO BbIPAKCHHBIE MTPOSIBJICHUS KAaHAM032 B BUJIC
eIMHUYHBIX Oestechix HajietoB. Crajus TOJOBOTO
pazsutust 1o Tanuepy — 1. Poct — 130 em (25—50 %
[ePLEHTUIb), Macca Teaa — 25 Kkr (25 % nepueH-
tuib). Dusnyeckoe pazBuTue cpeitee, rapMOHIY-
Hoe. MblIlleYHbIi TOHYC B HOpMe. AXUJITIOBBI, KOJIEH-
Hble pedIeKChl BBI3BIBAIOTCS, CUMMeTpruYHbie. CUM-
nrom Tpycco, pediiekc Baburckoro — orpuiareinb-
Hble ¢ 00erX CTOPOH, IOJOKUTEIbHBIN CPeIHui
cumnrom XBocteka. KoopauHaTtopHbie MpPOOBI
BBITIOJTHSIET.

ITpu mpoBeneHnn JabOPATOPHOTO UCCIIEA0BAHUS,
YUUTBIBAsE OTATOIEHHbII ceMelHbII aHaMHe3, 0c000e
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BHUMaHUeE ObLIO y/IeJIEHO BBISIBJIEHUIO JIPYTUX COCTAB-
sgsmionux AITC-1 (xpoHuveckas HaJIIOYeYHUKOBAS
HEOCTATOYHOCTD, KAHAUI03, Ay TOUMMYHHbBII THPEO-
UINT, caxapHbiil quaber 1 Tuma).

B OuoxumumyeckoM aHajause KpoBU HabJII0AIach
rurnokagbliiuemMus (KaJbl[Uii MOHU3UPOBAHHbBIA —
0,89 mmousb/n1 (Hopma 1,1—1,4 mMmomb/)), rurmep-
docdaremus (pocdop 2,55 mmoib/i (nopma 1,45—
1,78 wmmonb/)), rtunomaramemus (MarHui —
0,41 mmoub/n1 (HopMa 0,45—0,6 MMouIb/11)); npyrue
[apaMeTpbl COOTBETCTBOBAJIM HOPMAJIbHBIM 3HAYEHU-
am (kammit — 5,1 mMouib/J1 (Hopma 3,1—5,1 MMouib/1);
mesounass ¢docharaza — 207,5 Ex/n (uopma
54—369 En/n)).

YpoBeHb TJIIOKO3bI KPOBHM BapbupoBas oT 4,1 mo
5,2 MMOJIb/JI, YPOBEHDb TJINKO3UJIUPOBAHHOTO Te€MO-
ryobuna cocraBui 5,6 % (nopma 4—6,2 %).

[Tpu TOpMOHAJBHOM OOGCJIEOBAHUU BbISIBIEHO
nosbiienne ypoBusi AT-GAD — 3,7 Ex/man (Hopma
0—1 En/mn), uTo yKas3piBaeT Ha BBICOKUI PUCK
pasButust caxapHoro auabera 1 twuma. Ipyrue
uccsepyembie nokasareau Obuin B HOpMe (TTT —
2,1 MME/n (nopma 0,17—4,05 mME /i), kopTuson
536 umosb/n (wopma 171—720 umouib/a), UHCY-
gun — 8,6 MkEn/mu (Hopma 2—20 MxEn/mir).

B Barunambrom maske Candida albicans ne o6na-
py’KeHa.

[lo pesysibrataMm MHCTPYMEHTAJIbHBIX HCCJIEI0BA-
Huii (Y3U 1ouex, MUTOBUAHON Kese3bl, OPIOUTHOM
nosioctu, IKI') oTkIOHEHWIT HE BBISBJICHO.

YunuTbiBagd u3MeHeHUd B OMOXMMUYECKOM aHAIN3€e
KpoBu (runokasibiiuemus, runepgocdaremus), mpo-
BejieHa Koppeknus tepanun. CyTOUHYTO 03y KalbIlu-
tpuosa yeenwunan ¢ 0,375 mo 0,5 mKr, 1o3a «Kamb-
nus-JIs» cocraBuiaa 2 Tabserku B cyrku. Ha ¢one
MMPOBOAMMOM Teparuy OTMeYeHa IMOJOKUTETbHAS
JMHAMUKA TIO0 YPOBHSIM HOHU3MPOBAHHOTO KAJBIUS
(noBbicuiics 710 1 mmouis/a) u hocopa (cHuU3UICS 110
2,35 mmoub/n). Jlus panbHeilero HaOMOAeHUS 1
JIEUeHHsT JIEBOYKA BBIMCAHA JIOMOM, PEKOMEHI0BaHA
KOPPEKITNST TTPOBOINMOrO JIEUEHUST MO/ KOHTPOJIEM
AJIEKTPOJIUTOB KPOBU, KOHTPOJIb TTMKEMUN.

Tak xak B JaHHOU ceMbe TATEPO eTel, POAUTENU
ObLIU LPEYIIPEKIEHBI 0 HEOOXOAMMOCTH HOCTOSTHHOTO
HaOJII0IeHIS BCEX JIeTell BPa4OM-2HI0KPUHOJIOTOM.

JlaHHbIil ciyyail IeMOHCTPUPYET Pa3BUTHE ayTO-
MMMYHHBIX 9HIOKPUHOIATHIL Y OJIM3KUX POJACTBEHHMU-
KOB, 4YTO IIOATBEP:KIAET HEOOXOAUMOCTb MEIUKO-
TeHETHYECKOTO KOHCYJIBTUPOBAHUS W TTEPUOANIECKOTO
o0ceoBainst poACTBeHHUKOB HaieHToB ¢ AIIC s
60J1ee paHHErO BbISIBJICHUS KOMIIOHEHTOB 3a00JICBaHMSI.
Pomurenn aereit ¢ AIIC po/kHbI ObITh MHMDOPMUPO-
BaHbl O BO3MOYKHOM IIOSIBJIEHUM HOBBIX CHMIITOMOB
3aboseBanusi. B Pecrnybinke Benmapych Meamko-
reHeTHYECKOe KOHCYJIBTUPOBAHME CeMell, MMEFOTNX
peberka ¢ ATIC 1, He npoBoauTcst. BHenperue Moste-
KYyJISIPHO-TEHETUYECKUX MCCJIeI0BAaHUI MOKeT obecre-
YUTh PAHHIOK JIMATHOCTHKY, BBISIBJIEHNE HETHITHIHBIX
dopm 3abosieBaHys, ajeKBaTHOE HaOIIOJEHUE U Jlede-
HUE TOTO PEAKOTO HACTENCTBEHHOTO CUHIPOMA.
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ABTOIMYHHMIH MOAIFAQHAYASIDHMIA CUHAPOM 1 Ty B AiTeid:
KAIHIYHMIM BMNAAOK y c1b6CiB

A.B. Coanuena', O.10. 3arpebaesa’, H.O. INeckosa', O.b. Kusasbkina?, O.b. bapaw?, H.M. KizeBuy?
" BiAnOpyCbKUIT AepyKaBHUIA MEAVMYHMIA YHIBepcUTeT, MiHCbK
2303 «Apyra Micbka AMTSYa KAIHIYHA AiKapHS», MiHCbK

AproimynHUH Tomirmanayaspanii cuaapoM 1 tumy (AIIC 1) — TsoKKe 3aXBOPIOBAHHS, SIKE PIZIKO TPAIISETHCS Y MPAKTHIL
nemiatpa. Kiniumi osnaku ATIC 1 gocuTh pisHOMAHITHI, HOBI KOMIIOHEHTH 3aXBOPIOBAHHS MOKYTh MaHi(hecTyBaTh B OYIb-SIKOMY
Bini. BasksimBa iX cBo€4yacHa /liarHOCTHKA, TOMY 10 JIesIKi BUSIBU MOKYTb 3arpPOKyBaTH sKUTTIO XBOPOTO. Y CTATTI HaBeJeHO BJac-
He Kiiniune crocrepexents nepebiry AIIC 1y pianux 6pata i cectpu. [TokazaHo BakJIUBICTD JIKAPCHKOTO CIOCTEPEKEHHST 32
BciMa ZIiTbMU B ciM'T, sika Mae qutuny 3 AIIC 1.

K040Bi c10Ba: aBTOIMYHHUN MO TJIAHTYISAPHUT CHHAPOM, IiTH, CUOCH.
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Autoimmune polyglandular syndrome type 1 in children:
a clinical case in siblings

A.V. Solntseva', O.Yu. Zagrebaeva', N.O. Peskova', O.B. Kniazkina2, O.B. Barash?, N.M. Kizievich?
T Belarusian State Medical University, Minsk
22nd State Pediatric Clinic, Minsk

Autoimmune polyglandular syndrome type 1 (APS 1) — severe desease that is rare in pediatric practice. Clinical signs of APS
1 are quite diverse, new components of the disease may manifest at any age. Their timely diagnosis is critically important, some
symptoms can threaten patient’s life. The article presents our own clinical observation of the APS 1 course in siblings. It was
shown that it is extremely important to supervise all children in family which already has a child with APS 1.

Key words: autoimmune polyglandular syndrome, children, siblings.
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