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CMHApoM 1 Tuna y AeTen:
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A.B. CoaHuesa’, O.10. 3arpeb6aesa’,
H.A. lNeckoBas', O.b. KHs3bkMHA?,
O.b. bapaws?, H.M. KuzeBuy?

T beAopyccKuin rocyAQpCTBEHHbIN MEAMLIMHCKMIA
yHUBepcuTeT, MUHCK

2Y3 «BTopas ropoackas AeTckas KAMH1uyeckas
60AbHMLA», MMHCK

AyTouMMYyHHBIN TTouraasayaspubii curapom 1 tuna (AIIC 1) — Tsukenoe 3abosieBanue, peKo BCTPEYAIOIIeecs B IPAKTHKE
nexuarpa. Kmnnnueckue npusaaku AIIC 1 BecbMa pazHo0GpasHbl, HOBbIe KOMIIOHEHTBI 3a00JieBaHUST MOTYT MaHU(bEeCTUPOBATh B
moboM BozpacTe. BakHa nX cBOeBpeMeHHasI IMATHOCTHKA, TaK KAK HEKOTOPBIE MTPOSBIEHIST MOTYT YTPOXKATh JKU3HU 60IBHOTO. B
cTaThe IPUBEIEeHO cOOCTBeHHOE KanHnueckoe Habmonerne Teuenus AIIC 1y poaubix 6pata u cectpbl. [TokazaHa BaKHOCTb Bpa-
1eOHOTO HaOIIONEHNIST 32 BCEMU JIETBMH B ceMbe, nmerotieii peberka ¢ AIIC 1.

KiroyeBble coBa: ayTOMMMYHHbIH TTOJIUTIAH/YISPHBL CUHIPOM, €TH, CHOCHL.

YTOUMMYHHBIH TTOJUTTAHAYJISIPHBI CUHIPOM

1 tuna (AIIC 1) (cuHApOM ayTOMMMYHHOU
MOJIMAHJOKPUHOTIATUM, KAHAUI03a U HKTOJIEPMAJIb-
HOU ncTpodum) — 3TO HACJIELyeMoe 10 ayTOCOMHO-
PeleCCUBHOMY THUILY 3a00JieBaHIe, KOTOPOE ¢ OMHA-
KOBOIf 4aCTOTOI BCTPEYAETCS Y MAJIbUUKOB U JIEBOYEK.
ATIC 1 pgmarHOCTHPYIOT HA OCHOBAHUM [IBYX W3
CJIEZYIONINX TMPU3HAKOB: XPOHUUYECKOTO CJIU3UCTO-
KOKHOTO KaH/IM/03a, ayTOUMMYHHOTO TUITOTIApaTH-
peo3a, ayTOMMMYHHON Ha/ITOYEYHUKOBON HemocTa-
TO4YHOCTH [2].

B HEeKOTOPBIX MOIMYJIANNUSIX OTMEYAeTCsT OTHOCUTE-
JgpHO BbIcoKas yactota AIIC 1 (cpemu m3pamabcKux
eBpeeB — 1 : 9 000 HoBOpOXKIEHHBIX; B CapAuHUT —
1:14 000; 8 Quaasaarm — 1 : 25 000). B Bemapycu
pacIpocTpaHeHHOCTh 3a00JIeBaHMst HensBecTHa [3, 8].

HedekTHBINT TeH pacroJiaraeTcs B XPOMOCOME
21q22.3 (AIRE-ren). On koaupyeT 1mpe/noaraeMbiii
SIZIEPHBIM TIPOTEWH, 9KCIPECCUPYEMbBIE BO MHOTUX
TKaHSAX WMMYHHOW CHUCTEMbI, MPEUMYIIECTBEHHO B
AMUTENUAIBHBIX AaHTUTEH-TPE3EHTUPYIOMINX KJIETKAX
tumyca. AIRE-Tren urpaet BakHyt0 poJib B WHIYKIINHA
AyTOTOJIEPAHTHOCTU 32 CYET OTCYTCTBUS CEJIEKIIUH
MOTEHIUATTBHO Ay TOPEAKTUBHBIX TUMOIIMTOB. /lucKy-

TUPYETCS 3aBUCUMOCTD CITEIU(DUUECKUX MTPOSBIEHUI
AIIC 1 ot asneseli B ToKycax CCTEMbI THCTOCOBMEC-
tumoctn (HLA), Tak Kak oTMedeHO coueTaHue
onunakoBbix MyTaruit AIRE ¢ pazabivu denotuna-
mu. Yetkoit csa3u mexxay AIIC m HLA-annemrsvu
Her. HLA-nosmMopdusm oObsicHseT HabJIH0IaeMyto
BapuabesbHoCcTh enorunos npu ATIC 1 [2].

KimmHnyeckas kapTuHa 3a60JieBaHusl pasHooOpas-
Ha (Tabuui@a). Y GoJbIINHCTBA HAIIMEHTOB OTMEYAIOT
JIOTIOJTHUTETbHBIE CUMITTOMBI TIOPAYKEHUS AHIOKPUH-
HBIX U HEDHJOKPUHHBIX OPraHoB (caxapHbiil anaber
1 Tumna, ayTOMMMYHHBI TUPEOUIUT, TUTIOTOHAIU3M,
aJIOIeINI0, MajbabCcoPOIMI0, BUTHINUTO, ayTOMM-
MYHHBIH TENaTUT, MEPHUIIMO3HYIO aHEMUIO, KepaTo-
KOHBIOHKTUBUT, CYXOW KEPAaTHUT, HKTOJEPMATbHYIO
muciiasuio). Onucanbl U 0ojiee PeiKHe COYeTaHuUs!
AIIC 1 ¢ peBMaTougHBIM apTPUTOM, TUTIOMUTYHUTA-
pusmom [1]. B Hauase sabojieBaHMs TIPU HaJMYUK
TOJIBKO OJTHOTO M3 KIWMHUYECKUX TPU3HAKOB JIMArHO3
MTOCTaBUTD JOCTATOYHO CJIOKHO [2].

Jleuenune AIIC 1 — 3710 mokM3HEHHAsT 3aMeECTH-
TeJIbHAs TOPMOHAJIbHAST Teparusi (TJTIOKOKOPTUKOU/IbI
U MUHEPAJIOKOPTUKOMU/IBI MPU HAAMOYeUHUKOBOI
HEIOCTATOYHOCTH, TIPENapaThl JIEBOTUPOKCUHA TIPH
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rUno(MYHKIUY IMUTOBUIHON KeJIe3bl, MHCYJIUH MTPH
caxapHoM auaGere 1 tumna). ITpu rumnomaparupeose
cTaHJapTHOE JieyeHre BKJIIOYaeT Ha3HaueHe aKTHB-
HBIX MeTaboJNTOB BUuTaMuHa D u kaubius [9].

BenenctBue pegkoii BcTpedaeMOCTH JaHHOM MMaTo-
JIOTUK B IEeJUaTPUYECKON MPAKTUKE HPUBOLAUM COO-
cTBeHHOe KanHuueckoe Habmonenue teuenusa AIIC 1
Y POIAHBIX OpaTa 1 CECTPHI.

Kimnuyeckwuii ciyyaii

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

Anammnes. Pebenok ot 1-ii 6epeMeHHOCTH, CPOYHBIX
PozOB, MpoTeKaBunx 6e3 ocobeHHocTell. Macca Tesa
mpu poxaenun — 4200 1, poct — 55 cM. Poc u pas-
BHUBAJICSI COOTBETCTBEHHO Bo3pacty. llepenecennbie
3aboJieBaHKs: YacTble MHMEKIMU BEPXHUX JbIXa-
TEeJIbHBIX IIyTell ¢ OOCTPYKTHBHBIM CHHIAPOMOM. 3a
JIBa MeCsI1a /10 HACTOSIIENH TOCTTUTaTU3aIU POIUTE-
Jin oO6paTUIN BHUMaHUeE, 9TO pebeHOK OBICTPO yCTa-
eT JIasKe NMPU He3HAUMTENbHBIX (DM3UUECKUX HArpy3-
KaX, COHJIUBBIN, BSJIbIA. AIIETUT CHUKEH, I1IJIOXO
HaOUpaeT Maccy TeJa, MPeIIIoUuTEeHHe OTHAAaeT CoJie-
Hoii nuire. [TossBUIOCh 4acToe MouyencryckKaHue.
Popureneii HacTOpoXuia 4Ype3MEPHO CMyTJiast
OKpacka KOKH, XOTs B JIETHWI TEPUOJ] MaJbuylK
Beerga ObicTpo 3aropajt. CocrostHue peGeHKa IIpo-
IPECCUBHO YXYANIAJIOCH, OH ObLI TOCIUTAIN3UPOBAH
JUIst 0OCIIeIOBAHKS ¥ JIeueHHs B PAlOHHYIO OOJIbHI-
Iy 110 MECTY JKUTEThCTBA.

IIpedwecmeyiowee rabopamopnoe obcaedosanue.
OO6muit ananus Mour: 6e3 martosorui. OOmuil aHa-
JIU3 KPOBM: 0e3 MaToJIoOTHH. B OMOXMMUYECKOM aHa-
Jiu3e KpoBM HaOJoJanach TUIOKAJIbIHeMus (Kajib-
it o6mmii 1,96 Mmosts/n (Hopma 2,1—2,6 MMOJIb/ 1)),
runiepdocdaremust (bochop 2,5 Mmosb/n (HOpMa
1,45—1,78 mmouab/)), runoHatpuemusi (HATPUI
118 mmouts /71 (nopma 132—145 MMoJIb/IT) ), THITIOXJIO-
pemust (xstop 87 mmoutb/ 1 (HopMa 98—106 Mmmoutb/));
JIpyTUe MapaMeTpbl COOTBETCTBOBAIN pedhepPeHTHBIM
3HaveHusaMm (kanuit 4,98 mmoun/n (Hopma 3,1—
5,1 mmoub/i); marauii 0,68 mmosb/n (Hopma 0,65—
1,05 Mmouib/01); raoko3a 5,0 Mmouib/J (Hopma 3,33—
5,55 MMouab/x)), obuuit 6enok 77 r/n (HOpMa
60—80 r/m), moueBuHa 6,8 mmosb/n (Hopma 1,8—
7,1 MMOJIb/JT), KpeaTuHWH 45 MKMOJIb/J (HOpMa
27—71 mxmoub /1), C-peakTuBHbIi 6esok — 0 r/i.

Hncmpymenmanvivie ucciedosanus. JIeKTPOKap-
muorpadust (IKT): cuHycoBasg Taxukap/us, 4actoTa
cepAeuHbIX cokpaniennii 112 B 1 MuH, BepTUKaIbHOE
nosoxkenne DOC. YabrpasBykoBoe uccJe0BaHUe
(Y3U) mmToBUIHON KeJe3bl: TTaTOJOTUN He BBISIB-
jgeno. Y3UM 3a0pomMHHOTO IPOCTPAHCTBA: He-
MOJIHOE YJIBOEHUE YallleuHO-JIOXaHOYHONH CHUCTEMBI
o6enx nouek. Y3 cepja: pasmepbl HOJIOCTER cepl-
112 U TePEropojiok B HopMe. [laTosornyecknx nryHTOB
He BbIsiBIIeH0. COKPaTMMOCTh MUOKap/Ia He HapyIie-
Ha. DubPOracTPOAYOAEHOCKOIHNSL: TOBEPXHOCTHbII
TacTPHUT, JYOJ€HO-TaCTPAJIbHBIN PedJIIOKC.

N° 3—4 2015

Tabanua
Yacrora nposiBaenuit AlNC 1 [2]

3aboaeBaHue Yacrorta, %

[AaBHbIe nposiBA€HMS

CAMBNCTO-KOXKHbBIN KaHAMAO3 72—100
AYyTOMMMYHHBII ruronapaTmpeos 76—93
AyTOMMMYHHasi HaAMOYeYHNKOBAs 23-100
HEeAOCTaTOYHOCTb

OCHOBHbIe MaAble MPOSIBAEHMS

AYTOMMMYHHble SHAOKPUHOMATUM
[MneproHaAOTPOMHBIA FMNOroHaAM3M 17—61
AYTOMMMYHHbI TUPEOUANT 4—18
CaxapHblit anabert 1 Tmna 0—23
[MnodmsapHble HapyLueHns 7
JKeAyAOUHO-KMLLEeYHbIe NMPOSIBAEHNS

[NepHUUMO3Has aHemns 13—31
Manbabcopbums 10—22
>KeauHokameHHasi 6oAe3Hb 44
XPOHMYECKNIA aKTUBHbIN renaTuT 5—31
AyTOMMMYHHble 3a60AeBaHNS KOXM

Butnanro 8—26
AAoneums 29—40
KpanvBHuua ¢ Anxopaakon 9
IKTOAEPMaAbHAS AUCTIAQ3MS

Anctpodus Horten 10—-52
lMnonaasus 3y6HOM aMaAn 40—-77
Kaabumdrmkaums 6apabaHHo nepenoHKu 33
Apyrvie nposiBAeHnst

KepaTOKOHbIOHKTMBUT 2—-35
AcCnAeHns 15

[Tpodums aprepuamboro gasaenust: 70/35 MM PT. CT.
— 85/60 MM pr. cT.

OcMOTpEH OKYJIMCTOM: IUCKU 3PUTETTHHBIX HEPBOB
6JieJHO-PO30BbIe, TIPAHUIBI YETKHE, COCYIbl He
M3MEHEHBI.

YuuThiBasi aHaMHECTUYECKUE U KINHUYECKUE JIaH-
Hble, I3MEeHEHUsT JabOPaTOPHBIX MOKasaTeseil (rumo-
HATPUEMUS, TUIIOXJIOPEMHsI), ObLI BBICTABJIEH MPE/-
MTOJIOKUTEJIbHBIN JIMarHo3 XPOHUYECKOH HaJIovyey-
HUKOBOI HejiocTarounocTu. HaznaueH rnpejnu3oiou
(nBykparHO BHyTpuBeHHO 110 60 Mr) 1 0,9 % pactBop
NaCl. [lia nanbHeiiero obcaeoBaHusl, YTOUHEHUS
JMarHo3a U jiedeHus peGeHOK HalnpasJjeH B Pecry0-
JINKAHCKUH TIEHTP JI€TCKOM AHIOKPUHOJIOTUN.

Ob6vexmuenvie dannvie. CoCTOSTHUE TIPU TIOCTYII-
JIEHUU cpefiHeil TsokecTu. TenocioskeHne TpaBuib-
Hoe. Koska runepnurMeHTHpoBaHa, 0CoOOEHHO CKJlajl-
Ki B 00J1aCTH JIOKTEBBIX, KOJIEHHBIX CYCTaBOB, MaJib-
1eB KucTeil. Bugumble ciusucTbie 6J1eHO-PO30BbIE,
yucTeie. HorreBble MJIACTUHKY TMAJbIEB PYK HU3Me-
HeHbl (1ehOpMUPOBAHBL, CepO-OyPOro mBeTa ¢ moTe-
peii 6iiecka, arpoduposatsr). IlluToBuaHas Kejresa
He yBeJuyeHa, MsArkas, OesbosiesHeHHas. TOHBI
cep/illa TPOMKHE, PUTMHUYHbIE, YaCTOTA CEPIAEUYHBIX
cokpartennit 115 B 1 MuH, aprepuabHOe IaBJIeHIE
90/60 MM pt. cT. Yucso apixanuii — 18 B 1 mun. B
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JIETKUX JIbIXaHU€e BE3UKYJISIPHOE, IIPOBOIUTCS BO BCE
OT/leJibl, XpUNoB HeT. JKUBOT MSATKUIA, NOCTYIIEeH
ry6oKoil manpnanuu. [ledeHb W cejie3eHKa He
yBeJandyeHbl. Moueucnyckanue ydaiieHHoe, Tepuo-
JIMYEeCKN HOUHOe Helepskanue Mour. CTajus MoJo-
Boro passutusg 1no Tannepy — 1. Poct — 132 cm
(10—25 % mnepuentuan), macca Teaa — 27 Kr
(10—25 % nepuenTuib). lenernyeckuit poct 174,5 cm
(25—50 % mnepuentuin). Dusndyeckoe pasBUTHE
HUZKe cpeaHero, rapMonnyHoe. CosHaHue siCHOE.
OpueHTupoBaH BepHO. JIUIO CUMMETPUUHOE, SI3bIK
M0 cpenHell JMHWUU. MBIIIEYHBI TOHYC Y/OBJIe-
TBOpUTEJNbHBIN. KoJeHHbIe, aXUIM0BBI pedIeKCh
BBI3BIBAIOTCS, cUMMeTpuuHble. CUMITOMBI XBOC-
teka u Tpycco, peduekc BabuHckoro — orpuiare-
JIbHBIE ¢ 00eMX CTOPOH. MeHUHIeaJbHble CHMII-
TOMBI OTpHUIlaTesbHble. KoopAnHaTOpHbIE MNPOOBI
BBITIOJTHSIET.

OCMOTpEH HEBPOJIOTOM: 9HYPE3 HOYHON HEBPO30-
0100HBIIA.

B OuOXMMMYECKOM aHa/Ju3e KPOBY BbISBJIEHBI:
rurnokagbimemMus (KaJblluil WOHWU3UPOBAHHBIN
0,68 mmousp/n (wopma 1,1—1,4 mmosb/a)), runep-
docharemust (pocdop 2,31 mmoss/n (nopma 1,45—
1,78 mmoup)), runomarauemust (Marauit 0,41 Mmosb/m
(mopma 0,45—0,6 MMOJIB/N)), THIOHATPUEMHUS
(matpuii 131 mmous/n (nopma 132—145 mmoub/n)),
runepkasinemusi (Kajwit 5,4 Mmmouin/n (Hopma 3,1—
5,1 MMoIIB /1)),

IIpu ropMoHaJbHOM O0GCHEIOBAHUU OTMEUYEHO
CHUXeHUe ypoBHA KkopTusona B kposu B 8.00
(57,4 umonn/n (mopma 171—720 wumoxab/n)),
MOBBINIIEHWE YPOBHS aJIPEHOKOPTHKOTPOITHOTO TOP-
mona (AKTT) (2006 nmoss/n mpu HOpMe 7,2—
63,3 mMoJIb/J1). 3HAYEHUs APYTHX TTOKasaTes el ObLIn
B HOpMme (mapatropmoH — 38,6 nr/mia (HOpMa
15—65 nr/mia), tupeorpomubiii ropmon (TTIT)—
4,1 MME/n (nopma 0,27—4,2 MME /1), cBOGOAHBII
tupokcun (c8T;) — 23,4 mmonp/n (Hopma 11,5—
23,0 mMoJIb/JT), aHTUTENIA K TUPEOUTHON TIePOKCH/a3e
(AT x TIIO) — 18,7 Ex/ma (ropma mo 50 Ex/mi),
uncya — 7,9 MmxEx/mi (Hopma 2,6—25 mxEx/min),
aHTuTeN a K ryTamaraekapookcunase (AT-GAD) —
0,38 En/ma (mHopma 0—1,0 En/mur)).

YpoBeHb TJIOKO3bI KPOBU BapbUpOBaJ OT
3,8 MMosb//1 HaTOmMakK a0 6,7 MMOJIb/T 4depe3 2 4
ocJie efbl.

B maske u3 sesa obHapyskena Candida albicans
104 KOE, no moBoy KaHau/103a MoJI0CTH PTa U OHU-
XOMHUKO3a HazHaueH (PIyKOHABO0J.

[IpoBeniera MarHUTHO-pe30OHAHCHAST TOMOTpadUs
(MPT) ronosHOoro mosra: MpuU3HAKOB TATOJOTHU
BEIIEeCTBA TOJIOBHOIO MO3Ta HE BbISIBJIEHO.

YuutbiBas aHamMHe3 W KJIMHUYECKHUE JIaHHBIE,
pesyJisTaThl JabopaTtopHoro obcjenoBaHus (IHUIO-
KasbltemMust, runepgocdareMus, TUITOHATPUEMMUS,
TUINepKAJIMEMUs, CHUXEHHE YPOBHS KOPTHU30JA,
nossiinerre yposhst AKTT), Obl BbICTaBJIeH uar-
Ho3: AIIC 1 (xponnueckasi HaAIIOUeUHUKOBAST HEO-
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CTaTOYHOCTb, JEKOMIIEHCAIIMS, TIEPBUYHBINA TUIIOMNA-
paTupeos, JEKOMIIEHCAIMS, CUCTEMHBIH KaHIW/103
(OHUXOMWKO3, KaHAW/I03 CIU3UCTON TIOJIOCTH PTa)),
IUIIOMAarHueMust, S9HyPe3 HOUHOI HEBPO30IOA00HBbIIA.

C 1esnbio JledeHus HaIMoYeyHNKOBOI HeJI0CTaTOY-
HOCTH HazHaueH TuApokopTtu3oH 20 Mr/cyT 3a Tpu
npuema (20 mMr/m2) u GIyaApPOKOPTU30H B CYTOYHOI
noze 150 mkr (150 mxr/m?). YuureiBas HOpMa-
quzanuio ypoBHeil Hatpus (144 mwmousb/i), Kamus
(4,2 mmonb/n), cumxenue ypoBuHst AKTI nmo
112,8 Mo,/ 71, HOpMaJIM3aIHIo apTepraIbHOTO /1aB-
JIEHUsI W yJydilieHue oOLIero caMO4yBCTBUSI, J03Y
UIPOKOPTU30HA TTOCTENeHHO cHU3uIu 10 16,8 mMr/m?,
dayapokoprizoHa — 10 72 MKr/m% AMOyIaTOpHO
PEKOMEH/IOBAHO JlajbHelllee CHUKEHNE CYTOYHOI
JI03bI TJIIOKOKOPTUKOUOB 710 14 Mr/m2, haryapokop-
tnzoHa — 10 50 Mxr/M2 [l koppekimn hochopHo-
KaJbI[HEBOr0 OOMeHa HasHAaYeH KaJbIUTPHOI —
0,25 MKr/cyr c gajbHEIIell TUTpaIueil 103bl /0
0,5 mkr/cyt; «Kamprwii-/s» (1 Tabierka comepsut
500 mr kanbiysa 1 400 ME sutamuna Ds) 2 tabaerku
B cytkn. Ha ¢done mpoBoguMoii B TeueHUe Tpex
HeJlesIb Teparuy OTMeYeHa IOJIOKUTENbHAS JIH-
HaMWKa 110 YPOBHIO KaJbIUs WOHU3UPOBAHHOTO
(0,86 MmO /01).

AIIC 1, aBissich TeHETUYECKU JeTepMUHUPOBaH-
HbIM 3a00JIeBaHMEM, UMEET CeMEHHbIi xapakrep. Y
Oamxaiimmx poacrsennukos 6Goabrnoro AIIC 1 (6pa-
THEB U CECTEP) BBICOK PUCK 3a00JIEBAHUI, BXOAAIINX
B COCTaB CHHIpOMA |5 ].

Cecmpa pebenxa, desouxa A., 8 nem 9 mecsaues,
HabJfo1a1ach 9HIAOKPUHOJIOIOM B TEUYEHHE JBYX JIET C
JIMATHO30M: UIMOTIATMYECKUI TEPBUYHBII THUTIOTapa-
THUPEO3, KAaHANU/I03 CIUZUCTON TTOJIOCTH PTa.

Anamnes scusnu. Peberok or 2-ii GepeMeHHOCTH,
nporekasuieil Ha gone anemun. Pojpl cpounbie, 6e3
ocobennocreil. Macca npu poxgenun — 4050 T,
poct — 53 cM. PeGeHOK poc U pasBUBAJICS B COOTBET-
CTBUU C BO3PACTOM.

Anamnes sabonesanus. B cenrabpe 2013 r. poaure-
Jin 00paTUJIKCh K HEBPOJIOTY ¢ sKano0aMu Ha MOBTO-
PSIOLIMECs Y JAE€BOYKK BIIM30/bl BHE3AIHBIX OOl 1
c1abocTu B IpaBoil HOTe, JUIUBIIKECS OT 5 10 20 MuH,
BO BpeMsl KOTOPBIX OHA IEPe/BUTAIACH, OIMPAsICh
Ha HOCOK GoJsibHOIU Horu. Hora mepecraBasia 6GosieTb
nociie 30-MUHYTHOTO 1epepbiBa. PeGeHOK GbLI TOCIH-
TaJIM3UPOBaH B PecnyOinKaHCKUI Hay4YHO-TIpaK-
TUYECKUI [EHTP HEBPOJOTUM W HEHPOXUPYPIrHH,
OTJieJIeHre JIETCKO HEBPOJIOTUH.

Tpu roza Haza BO BpeMsi HOUHOTO CHA y pebeHKa
BO3HUK TeHEePAJU30BAHHBIH TOHUKO-KJIOHUYECKUIA
[IPUCTYII C TOTEPEN CO3HAHUS B TEYEHUE 5 MUH, TI0CJIE
KOTOPOTO JeBOYKa Oblla TIOCHUTAJU3UPOBAHA B
[Tunckyo pailoHHyro 6osbHuIy. Ha xoMiboTepHOil
tomorpadun (KT) rosoBHOTO MO3Ta matosorun He
BbistBiieHO. C 11eJIbI0 KYTUPOBAHUS MPUCTYIIOB Oblia
HazHayeHa BaJIbIIpoeBast KUcaoTa. /[Ba roja Hazam y
JIEBOYKHU TIOSIBUJINCH SIM30/bI 00MIel ¢JaboCcTH, BO
BpeMSI KOTOPBIX OHa CTAHOBUJIACH BSIJIOH, TACCUBHOM,
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cnaboil. JleBouka IIpeIIIounTala JiexKarh, TOBOPUIIA
TUXUM TOJIOCOM. Takoe cocTosiHue MPOIOJIKAIOCH B
teyenue 20 MUH, mocJie yero pebeHoK 3achinait. ITocie
CHA CaMOYYBCTBUE HOPMATM30BBIBAIOCH. IITH30/IbI
obuieit cnaboct 1 60JIb B HOTE BO3HUKAIU TOJIBKO
JIHEM ¥ He ObLIU CBsI3aHbI ¢ (PUBNYECKON HArpy3KOM,
HMOIIMOHAJIBHBIM COCTOSIHIEM peOeHKa.

ITpu ocmotpe: poct 112 em (25 % mepueHTHIIb),
macca tesa 21,5 kr (50 % nepuentusib). lenernueckuit
poct 161,5 cMm (25 % nepuenTuib). Ousudeckoe pas-
BUTHE HUXKe cpeHero, rapMornunoe. Obiiee cocTosi-
Hue cpeaHell TskecTu. KoskHble TTOKPOBBI OJIeIHO-
po3oBoro nBera. Horresble MiacTUHKU TAJbIEB PYK
U HOI' He M3MeHeHbl. Buanmble CIU3UCThie 00BIYHON
okpacku, yuctbie. [IlutoBumnas jxesesa He yBejimnde-
Ha, MsrKas, 6esbosesHenHast. CTaaus MoJOBOrO pas-
Butust 1o Tannepy — 1. Cosnanme sicaoe. OpueHTn-
poBana BepHO. Peub dpasoBas, aucianus. 3paduku
paBHOBesMKHE. JIUIIO CUMMETPUYHOE, SI3BIK 0 CPell-
Hell simanN. Mbrednsiii ToHyc 1ud@y3HO CHUKEH.
AXUITOBBI pedJIeKChI BBI3BIBAIOTCSI, CHMMETPUYHBIE.
Cumnrombr XBocreka 1 Tpycco, peduieke Babusckoro
HOJIOKUTEbHbIE ¢ 00enX CTOpOH. MeHUHTreabHbIe
CHMIITOMBI OTpHIaTesibHble. B mose Pombepra ycroii-
yrBa. IlajblieHOCOBYIO TIPOOY BBIMOJIHIET YIOBJIE-
TBOPUTEJIBHO.

Odranbmosior: 6e3 HaToJIOTUMN.

Janmvie uncmpymenmainiozo 06ciedo6amnus.. EKT-
poannedanorpamma (IIT): snunentudopmuas ax-
TUBHOCTH He 3aperucTpupoBaHa. X0oJTEPOBCKOE MO-
Huropuposanme DKI: 0cHOBHOIT pUTM CTHYCOBBI, BO
BpEMsI TIPUCTYTIA 3aPETUCTPUPOBAH ITU30/I TAXUKAP-
mun (160 B 1 MuH), HapyIIeHUsT CEpPIEYHOTO PUTMA 32
BpeMsl HaOJIIOJEHUsI He OTMEYEHO, AMarHOCTHYECKU
3HAYUMOM U JOCTOBEPHOI nuHaMuKku cerMenTa ST He
HabJogamm. duekrpoHeiipomuorpadpus (DHMT):
yOeUTeIbHBIX JaHHBIX TIOpaskeHus nepudepuiec-
KUX HEPBOB He BbISIBIIEHO.

MPT rosoBHOro Mo3ra: MpusHaku 0OMEHHO-IKC-
Tpoduyeckux n3MeHenuii. Pearrenorpadus rojeHo-
CTOITHBIX CYCTaBOB M CTOIL: 30HBI POCTA, SIJIPa OKOCTeE-
HEHUST COOTBETCTBYIOT XPOHOJIOTMYECKOMY BO3PACTY,
6e3 marosiornueckux usmenennii. MPT 103BoHOYHM-
Ka: IaTOJIOTUYECKUX UBMEHEHUI He BBISIBIIEHO.

KT rosoBHOTrO MO3ra: KapTUHAa MOXKET COOT-
BercTBOBarTh cunapomy Mapa. [luddepenimans-
HBII AMarto3 ¢ 3a6oJieBaHUAME APAIlUTOBUIHBIX
JKees.

V3U cepaua: 6e3 naronoruun. Y 3W nodek, opra-
HOB OPIOIIHON moJsiocTh: 6e3 CTPYKTYPHOIl maToJio-
run. Y3U muTOBUIHON KeJsie3bl: PacIoJioKeHUe
00BIYHOE, MOJABUKHOCTH COXPaHEHa, 9XOIeHHOCTb
CPeAHsIs, CTPYKTypa OAHOPOAHast, 00beM JKeJIe3bl
COOTBETCTBYET BO3PACTY.

Hannvie nabopamoprnozo obcredosanus. OO6mui
aHaJM3 Mouu: 6e3 HaroJoruu. B OHOXUMUYECKOM
aHAJIM3€ KPOBW BBISIBJIEHDBI: TUITOKAJIBIIUEMUST (KaJlb-
it monnsuposaHubiii 0,7 Mmoab/n (Hopma 1,29—
1,31 mmonabp/n)), runepdocharemus (docdop
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3,54 mmouts/1 (Hopma 1,45—1,78 mmoub/)); npyrue
rmapaMeTpbl COOTBETCTBOBAJIN 3HAYEHWSIM HOPMBI
JUMArHoCTU4YecKoro Habopa (kamuil 4,3 MMOJIb/J
(nopma 3,4—4,7 mmousb/n); marauii 0,69 mMmosb/n
(nopma 0,65—1,05 mmoub/a); menounas docharasa
138,9 Ea/n (mopma 96—297 En/n); rmiokosa
4,63 mmoJtb/ 11 (HopMa 3,33—5,55 MMOJIb/J1)).

ITpu ropMOHAJIBHOM 00C/IeI0BaHUN OTMEYEHO CHU-
JKeHUEe YPOBHsI ITapaTropMoHa B KpoBH (5,5 mr/MiI
(nopma 14,9—56,9 nir/mir)), 3HadeHUs APYTUX MMOKA-
saresieii Obn B Hopme (TTT 2,9 MME/n (Hopma
0,17—4,05 mME/n), c8T; 20,4 umoan/an (HOpMa
11,5—23,0 nmosn /), AT x TITIO 84 En/min (nopma
no 50 Ex/mui), wacynun 2,6 MxEx/ma (Hopma
2—20 mxEn/mi), C-nentua 292 nmosb/n (HOpMa
160—1100 tmosb/)).

YuuTpiBasi aHaMHe3 U KJIMHUYECKIe TaHHble, T3Me-
HeHust J1TabopaToOPHbBIX IOKaszaTeseil (ITHIoKaJbliue-
Mmus, runepdochareMus, CHUKEHUE YPOBHS Tapart-
rOPMOHA), OBLJI BBICTABJIEH JUArHO3 TUIIOIIAPATUPE03a
U K JIeYeHUIO J00aBJIeHbl [IPEraparhl: KaJbIITPHOJ
0,25 MKT/CyT C TIOCJIEYIONINM YBETMYEHIEM CyTOY-
Hoit 10361 710 0,5 Mkr; «Kambiuii-/I3-muk» (1 karcyia
copepxxut 166,7 mr kambpis u 66,7 ME Butamuna Ds)
6 KarcyJs B CyTKH.

Ha ¢done mpoBopmmoii Tepanuu K MOMEHTY BbI
[UCKK M3 CTAlMOHAPa OTMEUYEHO YJIydlleHne OUoXu-
MUYECKUX MMOKa3aTeseil: Kajablinii MOHU3UPOBAHHBII
1,1 mmomb /71, hocdop 2,86 MmouTb /1.

B Teyenwe mocaenyonumx JIByX JET IeBOYKa
JBasKAbl OblJIa TOCIUTAIN3UPOBAHA B 9HIOKPUHOJIO-
rudyeckoe orjesieHre PeciyOanKaHCKOrO JeTCKOTO
HJIOKPUHOJIOTUYECKOTO IeHTpa JJIsl IJIAHOBOTO
00c/IeIoBaHUS. ¥ KOPPEKIMK Tepanuu. IIHU30/10B
ciaboctu, Gosieil B HOTAxX, CyZOpPOI HE OTMEYEHO.
KoppekIuio 1036l HOJIyYyaeMbIX [perapaToB aMOyJia-
TOPHO (KaJBIIUTPUOJIA, Kabllud W BuUTaMuHa D3)
MIPOBOJIMJIN T10JI KOHTPOJIEM YPOBHEH MOHU3UPOBAH-
Horo Kaybius 1 ¢ocdopa B kposu. [lepmoanuecku B
Maskax u3 3esa oOHapyskusasu Candida albicans B
JMAarHOCTHYECKOM THUTPE, YTO TPebOBAJIO HasHAYEHUS
[POTUBOIPUOKOBOTO JIEUEHNSI.

[Tpu mociegHeil rocrmuTagu3all B CEHTAOpe
2015 r. cocrosiHMe IEBOYKU YAOBJIETBOPHUTENLHOE.
JKanob He mpenbsBiser, cosHaHue sichoe. KoxHbie
OKPOBbI 6e3 n3MeHeHuil. Ha ciusncToi s3bika yme-
PEHHO BbIpaKEHHbBIE MTPOSIBJIEHUS KAaHAUI03a B BUJIE
eIMHUYHBIX Oestechix HajeroB. Crasus I0JIOBOrO
passutusi 1o Tannepy — 1. Poct — 130 cm (25—50 %
MEPIEHTUIb), Macca Tejaa — 25 Kr (25 % mnepieH-
Tiiib). Dusnveckoe pasBuTHE CpejiHee, rapMOHUY-
Hoe. MbIIeuHblil TOHYC B HOpMe. AXUJLIOBBI, KOJIEH-
Hble pedJIeKChl BBI3BIBAIOTCS, CUMMeTpruYHbie. CuM-
nrom Tpycco, peduekc BabuHCKOro — oTpuIaTeib-
Hble ¢ 00eMX CTOPOH, IOJOKUTEIbHbII CpeaHuil
cumnrom Xsocreka. KoopaumHaTtopHbie MpoOBI
BBITIOJTHSIET.

[Tpu nposeneHUn JTaOOPATOPHOIO MCCIIEA0BAHUS,
YUUTHIBast OTATOLIEHHbIIT ceMelHBII aHaMHe3, 0coboe
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BHMaHUeE ObLJIO yJIeJIEHO BBISBJIEHUIO APYTHX COCTAB-
agionmmx AIIC-1 (xpoHudeckas HaJIOYETHUKOBAS
HEIOCTATOYHOCTD, KaHAMU/03, Ay TOUMMYHHBIN THPEO-
UJINT, caxapHbiil quaber 1 Tuia).

B 6uoxuMuYecKOM aHaJM3e KPOBM HabJioganach
TUTIOKaJbIIneMus (KaJbIIUii MOHU3UPOBAHHBIN —
0,89 mmousp/n (wopma 1,1—1,4 mmosb/i)), runep-
docharemust (pocdop 2,55 mmoss/n (Hopma 1,45—
1,78 wmmonp/)), tunomaramemus (MarHUU —
0,41 mmoun/1 (HopMma 0,45—0,6 MMoJIb/T)); ApyTHE
MapaMeTpbl COOTBETCTBOBAJIN HOPMAJIbHBIM 3HAYEHH-
sm (kasmii — 5,1 mmosb/J1 (Hopma 3,1—35,1 MMoJIb/i1);
mesounas ¢docharaza — 207,5 Ex/n (wopma
54—369 En/n)).

YpoBeHb TJIOKO3bI KPOBHW BapbupoBal oT 4,1 1o
5,2 MMOJIb/JI, YPOBEHD TJIMKO3WJIMPOBAHHOTO TEMO-
rio6uHa cocrasui 5,6 % (Hopma 4—6,2 %).

IIpu ropMoHaJbHOM OOCJHEI0BAHUU BbISIBIEHO
noseimenne ypousa AT-GAD — 3,7 En/man (Hopma
0—1 Ex/mi), uyTo yKa3biBaeT HAa BBICOKUH PUCK
pasBuTUs caxapHoro aumabera 1 rtumna. pyrue
uccienyemble mokasarenu Obuin B Hopme (TTT —
2,1 MME/n (wopma 0,17—4,05 mME/n), kopruson
536 umousn/n (wopma 171—720 umoub/n), WHCY-
g — 8,6 MxEx/ma (Hopma 2—20 mxEnx/mi).

B BarunanbroMm Maske Candida albicans He oOHa-
pysKeHa.

[To pesysbraTamM WHCTPYMEHTAJIBHBIX HCCJEI0BA-
Huit (Y3W nouek, MUTOBUAHON KeJiesbl, GPIOIIHON
nosoctu, IKI) oTKIOHEHNTT HE BBISIBIEHO.

YuurbiBasi U3MeHeHMsI B GHOXUMUYECKOM aHAIN3E
KpoBu (TUNOKasbInemMus, runepdocdaremus), mpo-
BejieHa Koppekius Tepanuu. CyTOUHYIO 03y KaJbIu-
tpuosa yseanuawniu ¢ 0,375 1o 0,5 Mk, 103a «Kaib-
nusi-z» cocraBuia 2 tabierku B cyTku. Ha done
MIPOBOJIMMOI TePAITUU OTMeUYeHa IMOJIOKUTETbHAS
JIMHAMUKA TI0 YPOBHSIM HMOHU3WPOBAHHOTO KAJBIIHS
(rioBbicuiics o 1 Mmmoab/) u docdopa (cHU3UICS 110
2,35 mMMmoJb/an). s majibHeiiniero HaOJOAeHUs U
JIeYEHWS JIEBOYKA BBINTUCAHA JIOMOW, PEKOMEH/I0BaHA
KOPPEKIIUST TPOBOJIMMOTO JIEYEHUST TI0/l KOHTPOJIEM
AJIEKTPOJIUTOB KPOBU, KOHTPOJIb IINKEMUU.

Tak kak B JaHHOIW ceMbe TISATEPO AeTel, POAUTENN
OBLIN MTPEAYIIPEKAEHBI 0 HEOOXOAMMOCTH TOCTOSTHHOTO
HalOJIO/IEHUS BCEX JIeTell BPauOM-9HIOKPHUHOJIOTOM.

JlanHbIll cayvail IeMOHCTPUPYET Pa3BUTHE ayToO-
UMMYHHBIX 9HIOKPHHOIATUI Y GJIM3KUX POACTBEHHU-
KOB, 4YTO IIOATBEPKIAET HEOOXOAUMOCTh MEIUKO-
reHeTUYECKOTO KOHCYJIBTUPOBAHUS U TIEPUOANIECKOTO
o6cenoBanns poAcTBeHHUKOB naiuenTos ¢ AIIC pis
6oJiee paHHETO BBISBJIEHISI KOMIIOHEHTOB 3a00JIeBaHUSL.
Pomurenu zereit ¢ AIIC poskibl ObITh MHPOPMUPO-
BaHbl O BO3MOKHOM TIOSIBJIEHUM HOBBIX CHMITTOMOB
sabosesanus. B Pecnybauke Benapych Memauko-
reHeTUYeCcKoe KOHCYJIBTUPOBAaHKE ceMel, NMEeoNux
pebenka ¢ AIIC 1, ne nposoaurcs. Bueapenue moJie-
KyJIIPHO-TEHETHYECKUX MCCIIEI0BAaHUI MOKeT obecrie-
YUTb PAHHIOI JIUATHOCTHKY, BBISBJIEHUE HETUITMIHBIX
opm 3abosieBaHus, ajeKBaTHOE HAOJIONEHUE U Jiede-
HUE 9TOTO PEAKOTO HACIEICTBEHHOTO CHHIPOMA.
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ABTOIMYHHMI NOAITAQHAYASIDHMIA CUHAPOM 1 THIy B AiTeld:
KAIHIYHMW BMNAAOK y cubCiB

A.B. CoaHueBa’', O.1O. 3arpe6aesa’, H.O. NMeckoBa', O.b. Knszbkina?, O.b. bapaw?, H.M. KizeBuy?
' BiAOPYCbKMIN Aep>KaBHUIN MEAWYHWIA YHIBEPCUTET, MIHCbK
2303 «Apyra Micbka AMTSYA KAIHIYHA AiKapHS», MIHCbK

Aproimynnuit nomirnangyaapuuii cungpom 1 tuny (AIIC 1) — Tsrkke 3aXBOpIOBaHHs, SIKE PIIKO TPAILIAETbCSA Y MPAKTUL
nexiarpa. Kniniuni osuaku ATIC 1 gocuthb pisHOMaHITHI, HOBI KOMIIOHEHTH 3aXBOPIOBAHHA MOKYTh MaHiecTyBaT B Oy/Ib-AKOMY
Bili. BasksiuBa ix cBo€vyacHa JliarHOCTUKA, TOMY IO JIesIKi BUSIBU MOKYTb 3arpOsKyBaTH KUTTIO XBOPOTO. Y CTATTI HaBeJIeHO BJaC-
He KkJIiHiuHe cnocrepeskenns nepediry AIIC 1 y pignux Opara i cecrpu. [TokazaHo BasKJIMBICTD JIIKaPChKOIO CIIOCTEPEKEHHS 3a
BciMa JliTbMu B ciM’i, sika Mae autuny 3 AIIC 1.

Koio4osi ciioBa: aBToiMyHHUI MOJTIMIAHLYAAPHAN CUHAPOM, TiTH, 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. Kniazkina?, O.B. Barash?, N.M. Kizievich?
' 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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