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AyTOMMMYHHBII IOMUTTAHAYISPHBLI cuHApPOM I Tua — opdanHOe 3a6071€BaHe C Ay TOCOMHO-PELleCCUBHBIM TUIIOM Ha-
C/Ie[lOBaHM A, BBI3BAHHOE MYTAaLMsIMU B TeHe ayTOMMMYHHoOro perynaTropa AIRE, nebioTupyioliee B feTCKOM Bo3pacTe. 3a60-
JleBaHNe XapaKTepU3yeTcs MMPOKUM MONUMOP(U3MOM KIMHINYECKUX IPOSIBIIEHNUII C ONpefie/IEHHOM CTaAMTHOCTBI0 MaHN-
(ecrarym OTAEeNbHBIX CUMITOMOB. Pefikasi BCTpe4aeMOCTb HaHHOI IIaTONOrUM OOYCIOBINBAET €€ MO3MHIOI JUATHOCTUKY,
YTO MOXKET BECTY K BOSHMKHOBEHMIO IEKOMIIEHCU POBaHHbBIX XXM3HEYTPOXKAIOLINX COCTOSHMIL M He6/IarONPUATHOMY MCXOLY.
Ilnpoxoe nHbOpMUpPOBaHNUEe Bpadeii-ClelMaliuCcTOB eANATPUIECKOro npodusi 6yer crroco6CTBOBATh IOCTPOEHNIO CBO-
eBPEMEeHHOT0 AMATrHOCTUYECKOTO a/ITOPUTMa BepuuKaruu 3a60/1eBaHusI C MOMEHTA [OSBJIEHNS IEPBbIX er0 KIMHNYECKIX
HpPU3HAKOB, YIYYLIEHNIO Ka4eCTBa U IPOJO/KUTETbHOCTY KU3HM MAIIEHTOB.
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Autoimmune polyglandular syndrome (APG) type I is an orphan disease with autosomal recessive inheritance caused by
mutations in the autoimmune regulator gene (AIRE); the disease onset typically occurs in childhood. The disease is character-
ized by a wide variety of clinical manifestations with a certain stage in the manifestation of individual symptoms. The rare oc-
currence of this pathology determines its late diagnosis, which can lead to the decompensated life-threatening conditions and
an unfavorable outcome. Widely informing pediatric specialists will contribute to the development of a diagnostic algorithm
for timely verifying the disease from the moment its first clinical manifestations appear, and will improve the quality and life
expectancy of the patients.
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B ocHOBe cHpOMa NONMUIIAHAY/IIPHON HEOCTaTOYHOCTHI
JIeXUT ayTOMMMYHHAsl peaKijysi, OIocpenyeMast BbIpaboTKOI
crieruuecKnx aHTUTENT, CEHCUOMIM3alel KIETOK IMMYH-
HOJI CUCTEMBI U X B3aMMOJIeJICTBUEM, IIPUBOJALIAA B KOHEU-
HOM UTOTe K ayTOBOCIIa/IEHIIO, TMMQOLTaPHOI MHUIBTpa-
LIV M1 YaCTUIHO M/IM TIOTTHOM JIeCTPYKIM YKe/Ie3UCTOl TKaHU
opraHoB-myuuleHeil. Kak mpaswmo, B mpolecc BOBIEKAIOTCA
HECKOJIbKO SHIOKPVHHBIX JKe/€3, XOTA KIVMHNYECKUe MPOsAB-
JIeHVS UX JUCQYHKIMN 3a4aCTyI0 BO3HUKAIOT HEOFHOBPEMEH-
HO U IIpY JajIbHEIeM Pa3BUTUY ITATOIOIMYECKOro Impolecca
MOTYT IPUCOENVHNUTDCA MepeKpECTHDIE Ay TOMMMYHHbIE Hapy-
IIeHNA B HeSHJOKPUHHBIX TKaHAX. B 3TUX yc/IOBUAX Bbfiene-
HbI HECKO/IBKO CUH/JPOMA/IbHBIX TUIIOB 3a00/IeBaHVsI B 3aBM-
CHMOCTH OT BapMaHTa MIMMYHHOJ1 IIaTOJIOTUH.

IMomurmanpynsipHblit cuappoM 1 Tuma (cunpmpom YaitTeke-
pa WM KaHAMTONONMIHAOKPMHHDBINA CUHIPOM, IOBEHWIbHAs,
IOHOIIIeCKas TTO/IMSHIOKPYHONATHS) MpefCcTaB/IsieT coboit Mo-
HOTeHHOe 3a00JIeBaHIe C ay TOCOMHO-PeLieCCHBHBIM TUIIOM Ha-
CrIefloBaHMsA, BO3HMKaoLee BcencTBue MyTaiym reHa AIRE,
Kopupyrolero 6emox Autolmmune Regulator, ¢ manugecrary-
ell B IeTCKOM BO3pacTe J XapaKTepy3YyIolleecs Ha/lm4meM Kiac-
CUYECKOI TPUafibl 3a607IeBaHNIT — MEPBUYHOTO XPOHNYECKOTO
KaHIMI033, IEPBUYHOTO TUIIONApATipeo3a 1 MepBUYHON Haf-
MOYEeYHMKOBOI HeTOCTaTOYHOCTH [1,2]. Boicokocmeruduanbm
CHMIITOMOM SIBJIIETCSL XPOHMYECKasi TIpUOKoBasi MHeKiyst
KOXKM, OPTaHOB [{bIXaHIS, CIM3UCTBIX 000/IOYEK IIONIOCTH PTa
U KeTyI0YHO-KMIIEYHOTO TPAKTa, KaK MPaBIUJIO, IIPENIECTBY-
0llas TIOAB/IEHNIO IPYTUX KOMIIOHEHTOB CMHIpoMa. PasButne
3a00/IeBaHMsA MPOMCXOMUT IIOCTENIEHHO, B TeYeHMe HECKO/Ib-
KUX JIET VIV JjaXKe IeCATKOB JIeT 6e3 CTPOroil OC/Ief0BaTeNIb-
HOCTJ BO3HVIKHOBEHVISI K/IVHUYECKUX IIPOSB/ICHNUI CUHPOMA.
JIJ1A NOCTAaHOBKM [[VIaTHO3a JOCTATOYHO HaM4Me ABYX-TPEX
[IPU3HAKOB KIACCMYECKOI Tpyazbl (TMIIOapaTyipeos, HefoCcTa-
TOYHOCTb HAITIOYEYHUKOBBIX XKeJle3, KaHUI03 KOXXU U CIIU3U-
CTBIX), @ €C/TU Y TAL[MIEHTa IMEEeTCs POLCTBEHHIIK ITepPBOI INHNII
POICTBA C yCTAHOBJIEHHBIM 3a00/IeBaHIeM, TO JI/IA {UarHo3a fo-
CTaTOYHO ¥ OJHOrO KOMIIOHeHTa [3,4,5]. [la/iee B TeyeHue Bceit
JKM3HU MOTYT IIPUCOEIVMHUTDCA Y IPYTUe ay TOMMMYHHbIE pac-
CTPOJICTBA, TaKye KaK ajIoIelys, ayTOMMMYHHBI TUPEOU/INT,
TIepHMIVIO3HAA aHeMMsd, MHCY/IMH3aBUCYMBIl CaXapHBIl Iua-
6eT, IepBUYHBII IUIIOTOHA/IU3M, BUTIIUTO, Ay TOMMMYHHBII Te-
HaTUT, BaCKyiuT [6,7].

Boipenserca emé NOMUINMAHAYNAPHBIA CUHIPOM 2-TO
tuna (cuaapom lIMmpara), XapakTepu3yoIuUiica HaandueM
B 100% cny4aeB mepBMYHON HafIOYE€YHMKOBON HENOCTa-
TOYHOCTY B COYETAaHUN C Ay TOMMMYHHBIM ITIOpa>keHMEeM K-
TOBMJJHOII XeJle3bl. B ero cTpyKkType MOT'yT BCTpeyaTbCs I'l-
MeProHaOTPOIHBIN IMIIOTOHAAVI3M, BUTUIINTO, aIOTEIs,
Lie/IMaKNA, MUACTEHM, CTeaTopes, IEPHUIIVIO3HAA aHEMUA.
3710 3a60/1EBaHIIe OTHOCAT K Pa3psiy MHOrO(aKTOPHBIX I1a-
TOJIOTMYECKMX MIPOLIECCOB C HAC/IECTBEHHOM IIpepacIosio-
JKEHHOCTbIO, CBSI3aHHBIX C Ae(eKTHOI 9KCIIpeccuelt aHTure-
HoB cucremsl HLA (DR/DR4, CTLA-4, HLA-B8, MICAS5.1)
Ha KJIeTKaX SHIOKPMHHBIX ene3. Ilaromormyeckmit mpo-
1[eCC MOXKeT HacjeNoBaTbCA INpeNCTABUTENAMY OFHOM ce-
MBbJ Ha IIPOTSDKEHUI HECKOIBKYX ITIOKOo/IeHnit. 3aboneBaHme
BCTpeYaeTCs Yallle Y )KeHIIH 1 MaHN(eCTUPYeT B BO3pacTe
20-33 ner. B ne6roTe 3aboneBaHMs MMeET MECTO XPOHMUe-
CKas HAJIOYeYHMKOBAs HEJOCTAaTOYHOCTb C IPUCOEMHe-
HUeM B TedeHMe 10 jleT MHCY/IMH3aBMCUMOTO CaXapHOTO I~
abeTa M ay TOMMMYHHOTO TUPEOUNUTA, MHOTAA C Pa3BUTHEM

auddysHO-TOKCHYECKOro 306a. Y 6ONbHBIX MOTYT HabIoO-
JaThCsA BOCIIA/UTENbHBIE TPOLECCH B I/IEBPE U MEPUKap/E,
HOpaKeHNUsA 3PUTENbHBIX HEPBOB, LE/IMAKNUSA, OIYyXOJIEBbIe
IIPOLIeCChI B rumoduse.

IMonurmangynApHbIA CMHAPOM 3-TO THUIA IIpEfCTaBIAeT
€0060J1 coyeTaHue ay TOMMMYHHbIX 3a00/IeBaHNII LM TOBUTHOM
Kere3bl (ay TOMMMYHHbI TUPEOSUT, [ PY3HO-TOKCHIECKNI
306, SHIOKpMHHAA OQTalIbMONATHUA, UAMNONATUYECKAA MMK-
cefieMa) C IPYTMMU SHAOKPMHHBIMU U HESHOKPMHHBIMU ay-
TOMMMYHHBIMY TIATOZIOTVIAMM TIPY OTCYTCTBUM HApyIIEHNA
GbyHKIMY KOPBI HA/ITIOYeYHNKOB U IMIIONaparupeosa. MaHu-
decTupyeT BO B3POCTIOM COCTOSHMU ¥ OT IONUITIAHAY/AP-
HBIX CMHJPOMOB 1-TO 1 2-TO THMIIa OTIMYAETCA TONMbKO K-
HIYECKOV KapTMHOI. leHeTH4ecKyIo MmpeapacronokeHHOCTh
K ayTOMMMYHHBIM 3a00/IeBaHVsIM LINTOBUIHOI JKe/Ie3bl B CO-
YeTaHMM C CAXapHbIM [1abeToM 1-To THIa B paMKax JaHHOTO
CUHIpOMa onpefienseT Hannyuue ramtoruna DR3-DQB1x0201,
IPeApacIoNOKeHHOCTb K PasBUTHIO IIeTMAKNUM, Ay TOMMMYH-
HOTO TaCTPUTA U TIEPHUIMO3HON aHEMUY — Ha/lIu4ue ajyensa
DQA1x050 [3,5].

B momurmaHpynApHBI CMHAPOM 4-TO THUIIAa BK/IIOYEHBI
KOMOMHALMM ayTOMMMYHHBIX 3a00/IeBaHMUIL, He HPeNCTaB-
JIeHHbIe B BBbINIEYKAa3aHHBIX TIPYIIAX: IEePBUYHAA XPOHM-
JecKas HaJIIOYeYHMKOBASA HENOCTATOYHOCTb B COYETAHUU
C OJTHOI MY HECKOIbKUMM BTOPOCTENEHHBIMU ay TOUMMYH-
HBIMM TIaTOJIOTMAMY (TMIIOTOHAfM3M, aTpodudeckmii ra-
CTPUT, LieNMaKus, IepHULMO3HasA aHeMust, myasthenia gravis,
aJIoMIEeLVsl, BUTUJIUTO).

Oco6eHHOCTPI0 CMHAPOMOB SABJIAETCA TO, YTO BHAyase
HOSABJIAETCA OFHO Ay TOUMMYHHOE 3a60/IeBaHe, a TOCTIeYIo-
IJie HOBble KOMIOHEHTDI MIPUCOENUHAIOTCA B TeYEHME JKIU3-
HJ, IV 3TOM OfVH TUI MONUTIAHAYAAPHOTO CMHAPOMA MO-
XKeT ObITh IepeKIaccuuIMPOBaH B APYTroii B 6oree M03aHEM
BO3pacTe, YTO BaKHO NMOMHMUTD IIPM JIMTENLHOM JVHAMU-
4YeCKOM HaOMIOeHNN 3a MOPOCTKaMU C 1-M Tumom 6oses-
HI. VI3BECTHO, YTO Yallle BCEro IIpy KOMOMHAIIMY ITATOIOT A
KIMHIYECKas CUMIITOMATUKA CTepTasd, HeApKasd, 4To He Io-
3BOJISIET CPa3y 3aMOflO3PUTh NPIUCOEAMHEHNE HOBOTO ayTo-
MMMYHHOTO 3a00/IeBaHMs.

YuuTpiBag peKyI0 YaCTOTy BCTPEYAEMOCTM, KIMHMYE-
CKMil oMMMop@u3M, TPYFHOCTY JUATHOCTUKM Y MHTEpIIpe-
Tl IOy YeHHBIX KIMHUKO-TTAPaKTNHNIeCKUX JaHHBIX, MBI
NpOaHa/IN3MPOBAIM CIy4ai 3a6oneBannus nanyenTa I. M-ya,
08.08.2008 ropma poXxieHM s, HAXOAMBIIETOCA Ha CTALMOHAp-
HOM JIeYEHUH B J€TCKOM 3H/[OKPMHOIOTMYECKOM OT/EeNeHIM
HUMAII ®I'BOY BO PoctI'MY Munsppasa Poccun.

IIpu nocmynnenuy MalIb4MK IPebABIIAT Xano0bl Ha IIpU-
CTYTIbI TOHMKO-K/IOHMYECKOTO HANTPSKEH A MbILIIL IULA, TY-
JIOBMIIA ¥ KOHEYHOCTEN, COMPOBOXKIAOMINECS BHITATMBAHM-
eM ry0, BBIHYXIEHHBIM XapaKTePHBIM CTMOaHMEM IajblieB
PYK, YCTAaHOBKOJ KNUCTEN IO TUITYy «PYKM aKyllIepa» C OJHO-
BpeMEHHbIM BBITATMBaHNEM Oefep, TO/eHell, IpyUBeeHneM
cToml BHYTPS. Ilepuopmdeckn oTMeyanuch eTy4dme Mpliey-
Hble 6OMM TY/NIOBMIIA M KOHEYHOCTEN, OTCYTCTBUE JbIXa-
TE/IbHBIX [BVDKEHMII U peaKLMM Ha OKPY>Kalolux 6e3 Ion-
HOJ1 yTpaThl CO3HaHMA. VIMeno MecTo NOAB/IEHNE YYaCTKOB
TUIep- ¥ JeNUTMeHTaluy KOXKM, OKpPAacHeHNe, OTeK CIM3N-
CTOI1 ieceH U HOJIOCTY PTa C HAC/IOeHMeM OelIoro HajleTa, 3y-
TOM, >XXKeHMeM, 60JIbI0 IIpY IIpueMe NI, 3aelaMi B YITIaX
PTa, enylIeHneM ry6, SImM3oibl PasKIDKeHNs CTY/a C Ipu-
MECDIO CTIM3M U HeTlePeBaPEHHbBIX KOMOYKOB IMIIN.

Menuuuuacknit BectHuK FOra Poccun
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PucyHoxk 1. O6umyit BUx manueHTa.
Figure 1. General view of the patient.

Anames 3a601e6aHUSA: YIACTKN TUIIEP- U TENIUTMEHTALINN
KOXU TOSBWINCH 2 TOA Has3af, IPUCTYIIBI MBIILIEYHOTO Ha-
HpsDKeHMs IPUCOeRVHIINCH B HOCIegHre 1,5 Tofia, IpoBo-
LVPOBA/INCDh IICHXO-3MOLIOHATbHBIM HAIlpsyKeHNeM U Ho-
CMIM KpaTKOBPEeMEHHBIN XapakTep (5-7 MUHYT), TOpaXKeHe
C/M3NCTOI 060IOUKYL POTOBOIL IIOIOCTY B BUJie HANETOB Oe-
JIOTO 1[BETa, 3aefibl B yIJIAX PTa MMEIOT MECTO B TeYeHMe II0-
CTIe{HETO TOfja, YaCTO PeLUIUBUPYIOT.

s yTouHeHMs fuarHosa B BospacTe 10 jeT Majb-
9K ObUI TOCIUTANN3NPOBAH B IeMaTpIIeCcKoe OTHere-
Huu I'BY PO «O6macTHasa gerckasa KAMHUYECKas 60/b-
Huia» 1. PocroBa-Ha-JJoHY, Ifie y Hero OblIM OTMeYEeHbI
[TOBTOPHBIE IPUCTYIIbl MBILIEYHOTO TUIIEPTOHYCA, N30~
Obl runornukeMun go 0,6-1,2 MMOb/1, KYyIMpOBaBIlINe-
Cs BHYTPUBEHHBIM BBefleHUEM pacTBOpa ITM0KO3bl 40%,
nepuofuveckue pBOTa, XXUAKMit cTynr. C gumarHocTude-
CKOJl Ijefibl0 peOeHKy OCYLIeCTB/IEHO 3/eKTpo3HIeda-
norpadmyeckoe MCCIefOBaHMEe OMO3TEKTPUYECKOI aK-
TUBHOCTYU TOIOBHOTO MO3ra, obHapyxusuee fguddysHo
BbIpa)XKeHHbIe 00IIeMO3rOBble M3MeHEeHM A, JUCHYHKI[NIO
AusHIleanbHBIX CTPYKTYP, UPPUTALNIO KOHBEKCUTATIb-
HOJI TOBEPXHOCTY KOPBI TOJIOBHOTO MO3Ta C BKITIOYeHMEM
eIUHNYHBIX KOMIIIEKCOB IO TUIY IMK-MeJJIeHHas BOJ-
Ha M 9H/IOCKOINMYeCKOe MCC/Ie[JOBaHMe XKeayaKa, olpesie-
NMBIIee IPU3HAKU PaCIPOCTPAHEHHOTO HOBEPXHOCTHOTO
racrpura. [Ina nckmodeHusa 6onesuu Kpona mop obmeir
aHecTe3Neil MpoBe/jeHa KOTOHOCKOMNN s, BbIABUBIIAA AB-
JIeHM I KaTapaJbHOTO KONNUTa. B MocTHapKO3HOM Iepuope
B CBA3N C OCTPO pa3BUBIIENICA cepAedHO-COCYANUCTOI He-
HOCTaTOYHOCTHIO, MAJIbUMK OB/ IIepeBefieH B OTHe/IeHNe
peaHuMManuy ¥ MHTEHCUBHON Tepamuu Aast crabunmsa-
LMY COCTOSIHNU S, TAe B IIPOIlecCe MOHUTOPHOTO KIMHUKO-
7MabopaTOPHOrO HAOTIOfeHMA BIIepBble Oblla JUATHO-
CTUpOBaHa TUIOHATpMeMMUS U TuUNoKambuyeMus. Ilo
YAY4IIEeHUIO COCTOSIHUA pebeHOK BBIIMCAH U3 CTallMOHA-
pa ¢ guarosoMm «HapyureHue KMIIe4HOro BCachbIBaHUS,
HeyTOYHEHHOE. Dnuaencusa. XpOHUYeCKuii IOBEPXHOCT-
HBIII TacTpuUT, accounuposanuseiit ¢ Helicobacter pylori.
KarapanpHeiit gyomenut. Pedniokc-azodarur. TIactpo-
ssodaranbHblit pedmiokc. bunmapHas AucHYHKIUA».
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PexomeHfioBaHO crefylollee JedeHMe: NelaKMH-XPOHO
no 300 mMr 2 pasa B IeHb JIUTEIbHO, NPO-NPEOMOTUKN
U IPOKMHETUKM B BO3PACTHOI JO3MPOBKE IIO CTaHJApT-
Holt cxeMme. Ilocie BBIMMCKM M3 CTalMOHapa B TeYeHMeE
HATK MecsleB Ha GpOoHe IPOBOAVMOI Tepanuy yCTONIN-
BOJl IOJOXUTENbHON NUHAMUKN TedeHMA 3ab0omeBaHMA
OoTMe4eHO He 6b1/10. [IpucTy Bl HemPON3BOTBHOTO COKpa-
LIeHM A MbILIL 1MLA, TYJTOBUIA M KOHEYHOCTEN y4acTu-
JIACh, COXPAHANUCh pefKUe 3MU30ABI TUMIOKINKEMUI 1O
1,1-1,5 MMO/IB/I, IPUCOERMHUINCH 6OMU B >KMBOTE, BBI-
pakeHHas cmabocTh (CaMOCTOSITENIPHO He XOAWUI, C TPY-
IOM yJep>KMBaJ IpeJiMeThI) IPOTPeCcCHPOBAIO CHIUKEHME
MAaCCBHI T€JIa, MOABUNCD TATA K CONEHON NMUILE M IOTEM-
HeHe KOXI, 0COOEHHO B MeCTaX eCTeCTBEHHBIX CK/IafIOK.
BrimensnoxeHHOe MOCTY>KUIO OCHOBAaHMEM [I/1sl TOCIHU-
Talu3aluuM B JETCKOE 3HJOKPMHONOIMYECKOE OT/eIeHNe
HVMAII ®TBOY BO PoctTMY Munsgpasa Poccun gna
YTOYHEHMUS [MATHO3A U JIEIEHMA.

AHAamHe3 HU3HU: MATIbBIUK POFWICSA OT IIepBOIl bepeMeH-
HOCTY, IIpOTeKaBlueil Ha (oHe (eTOoIIalleHTapHOI Hefo-
CTaTOYHOCTU M XPOHMYECKOl BHYTPUYTPOOHON IMIOKCUU
IJIOfla IIEPBBIX CPOYHBIX POJOB 4Y€pe3 €CTeCTBEHHbIE POJO-
Bble IIyTH 6e3 achukcuu. Macca npu poxpernn — 2700,0 T,
pnHa — 50,0 cm. C poXx/ieHN s HaXOAW/ICA Ha €CTeCTBEHHOM
BcKapMmnmBaHuu. Poc u pasBuBacs 1o 1 roga cooTBeTCTBEH-
HO BO3pacTy, IpMBUBAJICA IO HALMOHA/IbHOMY KaJeHAapIo
IpopUIAKTUYECKUX IPUBMBOK, 6e3 MOOOYHBIX peakIuil Ha
BBefleHMe BaKIVH. [leTckuMy MHpeKUnAMY He 601er.

Hacnedcmeennocmop: y 6abyLIKH [0 TMHUY MaTepu caxap-
HbI1 guaber 2-ro Tuma B Tedenue 10 jer.

IIpu nocTynnieHnn B IeTCKOE 9HJOKPMHOIOIMYECKOe OTHie-
JNeHye oblee COCTOsAHME pebeHKa TAXKENIOe, BBIPaKEHDI ClIa-
60CTb, BAIOCTD, CAMOCTOSATE/IbHO HE XOIUT, CUIUT C TIOAAePK-
Koit. Bec — 26,2 kr (cpegumit), poct — 131 cm (1,6 SDS). ITpu
OCMOTpPE OTMEYAETCA IPUCTYI KapIoIefalbHbIX CyLOPOTL, Ky-
IIVPOBABIINIICS CAMOCTOATENBHO B TEYEHME 5—7 MUHYT.

KoykHble IOKpOBBI CMYT/IbIE, CYXOBaTble Ha OILLYIIb, TYP-
rop MATKUX TKaHell coxpaHeH. OTMe4alTCsA y4acTKM Jelnr-
MEHTAIUM Ha JINIe, B TAXOBOI 06/IaCTH, TUIIePIIUTMEHTALA
Ha KOXKe JIMIIa, TOKTel, MOLUIOHKM (puc. 1).
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Pucynox 2. Iunonrasus geces.
Figure 2. Gingival hypoplasia.

BupuMble CIM3KCTBIE HOOCTY PTa M JieCeH C y4acTKaMu
6eoro Hanéra, MEIKMIMU SPO3UAMH, 3aefibl B yI/IaX PTa, M-
Homtasus feceH (puc. 2).

KocTHo-MblieyHas cucrema 6e3 BUAMMBIX Aedopmarinii,
ABIDKEHNS B KOHEYHOCTSIX U CYCTaBaxX He OrpaHideHsl, 6e360-
nesHeHHbIe. [T0OIKOXHO-KIPOBOII C/I0II BBIPaXKeH C1abo, pac-
Ipefe/iéH PaBHOMEPHO 10 BceMy Teny. l[uToBupHas XKemesa
He yBe/M4eHa, MATKO-3/1aCTIYecKoll KoHcucTeHIun. [lepude-
pUYecKye ¥ perMoHaIbHbIe MMaTIYecKie y3/Ibl, JOCTYIHbIe
ITa/IbIIALINM, MSITKO-9/IaCTIYECKOl KOHCHUCTeHIyH, Oe360/es-
HEHHbIe, He CIassHbI MKy COOOII V1 OKPY>KaIOILVIMY TKaHAMIL,
KOXKa HaJi HIMU He M3MeHeHa. [pyHas KIeTKa [VIMH/pude-
CKOIf (pOPMBI, CUMMETPUYHO YYaCTBYET B aKTe [AbIXaHMs, Iep-
KyTOPHO HaJj BCeil TIOBEPXHOCTDIO JIETKMX SICHBIIl JIETOYHBII
3BYK, ayCKY/IbTaTMBHO-BE3UKYILIPHOE [IbIXaHIE, XPUIIOB HeT.
Yacrora ppxaHna — 20 BOXOB B MUHYTY. TOHBI ceppia sc-
HBIe, PUTMIYHBIE, [TATOJIOTMYECKIX IIYMOB He BBICTYIINBAET-
ca. YCC — 80 ymapos B munyty, Al — 80/50 MM pr. cT. JKn-
BOT MATKMIL, Na/IbIIaTOPHO 6e360/1e3HEHHBIIL. SI3bIK YMCTBII,
BIXHbIL. [TedeHb He yBenudueHa. CTy/l y4alléH, pasKIKeH,
6e3 maronormyeckux npumeceit. Ilepudepndeckux O0TéKOB
HeT. [Inypes He Hapy1eH. IonoBbie OpraHbl pa3BUTHI ITO MYK-
ckomy Ttuny: Axl, P1-2, penis 5 cM, testis D=S o 5 ml B Mo-
moHKe. [ToroBoe passutye mo Tanner 2. B HeBpomorimyeckoMm
craryce 63 04aroBoOil CMITOMATHUKIL.

Ha ocHoBaHMM >aj06, JaHHBIX aHaMHe3a 3a00JIeBaHu,
aHaMHe3a )XV3HY, 00'beKTMBHOIO OCMOTpPa BBICKa3aHO MHe-
HUe B IIOTb3Y NpeABapUTENIbHOTO IVMarHO3a «AyTOMMMYH-
HBIJI IONUINIAHAYAAPHBI CUHAPOM». [ KIMHMYECKON
Bepu¢ukanuu tuma 3aboneBaHus u guddepeHnanbHON
AMArHOCTUKM C M30TIMPOBAHHBIMMI ¥ COYETAHHBIMU 6O7Ies-
HAMU SH[OKPMHHON CUCTEMBI ¥ HEeIH[JOKPMHHBIMU Hapy-
MIEHNAMM, TAKMMU KaK [epBUYHAasA HaAIIOYeYHNKOBasA He-
HOCTAaTOYHOCTb, BTOPUYHBIN TMIIONAPaTUpPeO03, CUHAPOM
Hullxopmxa, cuappom bapakara, Cuappom Kennn-Kadpdu,
3a60/IeBaHMsI COEQVHUTE/IPHON TKAaHU, MMTOXOHJpPUAIb-
Hasi [ATOJIOTWsA, TeMaTojoruyeckue OO0e3HM, HaCTIen-
CTBEHHO OOYC/IOB/IEHHbIe U HMpUOOpeTeHHble 3a060/IeBaHUs
XKeTyJOYHO-KMIIeYHOTO TPaKTa C IpUBJIeYEHIEM MeTOJ0B

MHCTPYMEHTA/IbHOI AMAarHOCTUKM ObLT COOPMUPOBaH IUIaH
KOMIUIEKCHOTO KIMHUKO-71ab0paTOPHOro 06C/IeoBaHN .

Pe3ynbraTsl OOLIEKIMHNYIECKOTO TabOPaTOPHOrO KOH-
TPOJISL BBIABVWIN IIPU IOCTYIUIEHNY TEHJEHINIO K OTHOCK-
TebHON MMMOIeHNM B epudepruiecKoil KpoBs, IPK OT-
CYTCTBUY HATONOTMYECKUX IBMEHEHNII B MOYe.

O6wuit aHanu3 KpoBu: spuTpounTsl — 4,32 x 10'2/71; re-
Mornobun — 116 r/m; neiikouutsl — 4,9 x 10°/m; neiikouu-
tapHas (opMyna: cerMeHTOsAfepHble — 25%; muMQOLuTHI
— 63%; MmoHOLUTBL — 10%:; 903MHOGMIBL — 2%; TpOMbOL -
Tl — 243 x 10°/1; CO9 — 5 MM/4ac.

O6muit aHanus Mouu: ymenbHbIl Bec — 1015, pH —
6,0, caxap, aleTOH, SPUTPOLUTHI, JIEMKOLUTHI, OerIoK
He OIpefeAI0TCA.

ITo pesynbpraTaM OMOXMMMYECKOTO MCCIE[OBAHUS KPO-
BU BBISIB/ICHO CHIDKEHME YPOBH ob1iero 6enka o 64,4 1/
(Hopma 66-87 r/m), Ha (oOHe He3HAUMTEIBHOIO IIOBBILIE-
HUA KOHBIOTMPOBaHHOTO Ownumpybmna — 4,0 MMOIb/I
(Hopma 0-3,4 MMonb/m) M acmapTaTaMMHOTpaHC(epassl
— 42,3 mmonb/n (Hopma — 0-37 MMonb/m). OTMedeHoO cy-
I[eCTBEHHOE CHIDKEHJE YPOBHS Ka/lbLMs KPOBM: OO
Kampumit — 1,26 Mmons/n (Hopma — 2,02-2,6 MMOb/m),
Ka/IbLIMI MIOHU3MPOBaHHBI — 0,6 MMonb/n (HopMa — 1,0-
1,5 mmonb/m) Ha ¢oHe runeppocdareMunt fo 3,6 MMOIb/T
(Hopma — 0,87-1,45 MMoONB/), 3NEKTPONIUTHBIE Hapylle-
HIS XapaKTepU30BaNNUCh TeH/IeHIIVel K TMIIOHATPUEMUN —
126,5 mmornb/n (Hopma — 135-146 MMOIIB/IT), TUIIOXTIOpEMUN
— 90 mmonb/n (HopMa — 98-106 mmonb/n). IIpu uccnenosa-
HUU TOPMOHA/IBHOTO CIIEKTpa CBIBOPOTKY KPOBU [0 Hadaja
Tepanuy UMeJI0 MeCTO CHIUKEeHHOe coflep>KaHMe B KpOBM Ia-
parropmoHa — 6,2 nir/mn (Hopma — 8,8-76,6 1ir/MiI), He3Ha-
YUTEIbHOE IOBbILIEH)E YPOBHA IpONaKTHHA 1o 982 MME/
M (HopMa — 105-540 MmME/mi1), cCHU)XeHMe YPOBHS KOp-
tusona 110-98-76 umons/n (Hopma — 150-660 HMONB/MII)
10 JAaHHBIM CYTOYHOTO MOHUTOPMPOBAHUA, aIbJOCTEPOHA
1o 15 or/m (Hopma — 25-315 mr/mi), a TakyKe HOBBIIIIEHE
ypoBua AKTT po 624 nr/mn (Hopma — 18,3-57,8 ir/mn), 4To
CBUJIETENBCTBOBAJIO B NIO/Ib3y I'MIIONAPATIPE03a, TUIIOKOP-
TunusMa. [loBbIIIeHNe YPOBHS TUPEOTPOIHOIO TOPMOHA 10
6,8 MkME/mn (Hopma — 0,23-3,4 MkME/mi1) npu HOpMaib-
HOM COfiepXXaHUM CBOOOJHOTO TUPOKCKMHA B 11,9 mMOIb/MI
(Hopma — 10,3-24,0 mMob/MIT) OBIIO TOATBEPIKEHMEM CY06-
KJIMHMYECKOTO TUIIOTIPEeO3a.

B craunonape peGeHKy IPOBOAVIACH TepPAINs, HAIPAB-
JIeHHas Ha Ky POBaHUe OCHOBHBIX CUMIITOMOB IIO/IUT/IaH-
IOYIAPHON HEZOCTaTOYHOCTY, a MMEHHO BHYTPUBEHHOE Ka-
nenbHOe BBemeHMe 10% rmokoHaTta Kaabuusa 10,0-15,0 m,
BHYTPUMBIIIEYHOE BBefleHMe T'MAPOKOPTU30HA IO 25 MI,
C TOCIefyLUMM IepexXofloM Ha IIepOpajbHBINA IIpueM
1o 1 Tabnerke (10 Mr) 3 pasa B jeHb, BHYTPUBEHHOE Kalle/Ib-
HOe BBefieH1e pactBopa (5% ITI0KO3bI C ITIIOKOHATOM Kaslb-
LjUsI), B CBSI3U C BBISIBICHHBIMI K/IMHMKO-Ta00paTOPHBIMU
IpU3HAKAMIU CYOKIMHMYECKOTO TMIIOTUPe03a PeKOMEHO0-
BaH IpMEM JIeBOTUPOKCHHA HATpuA Io 25 MKI/cyT. [lanee
MaJIb4MKYy PeKOMEHIOBaH IIePOPAIbHBIN IIpUeM anbdaKaib-
nupona o 1 Mxr (1000 Ex) 3 pasa B gens, kommnusut Call3
o 500 Mr 3 pasa B [ieHb, IPOBEIEHME IPOTUBOCYOPOXKHOI
Tepamnuy (IpoJOHTMpoBaHHas GpopMa Ba/lbIPOEBOI KUCTIO-
TBI 600 MI/CYT.) C IOCTEIIEHHON OTMEHOII B TedeHNe 3-X Me-
cslleB HOfl KOHTPOJIeM NPOJOoIKeHHOro 99I-MOHUTOPUHTA
U OIIpefie/ieHlie ee YPOBHS B KPOBM.

Menuuuuacknit BectHuK FOra Poccun
2021; 12(4):67-73
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Ha doHe nmpoBoguMolt Tepanuu oTMe4Yanoch OTYETIN-
BOe yIydlleHMe OOIIero COCTOAHMA pebeHKa: MblIIeTHas
c1aboCTh 3HAUMTETBHO YMEHBIUINIIACH, OH CTA/l AKTUBHBIM,
Haval XOAUTb CAMOCTOSTE/IbHO, IIOBBICUIICA ANNETUT, HOP-
Ma/M30BaICs CTY/, YMEHBIINIACh TUIEPIUIMEHTAL[Us Ha
KOXe JIMLA ¥ KOHEYHOCTAX, C 4-TO IHA NpeObIBaHUA B CTa-
IJMOHape MPeKPaTUINCh MPYUCTYIIbI MBIIIEYHO-TOHNYECKIX
cynopor, uMena Mecto crabummsanusa undp All B iuamnaso-
He 90/60 — 100/70 MM pT. CT.

ITo pesynbTaTaM AMHAMMUYECKOrO 1a0OPATOPHOIO KOH-
TPOJIs BBIAB/IEHA HOpManu3alus IMapaMeTpoB Hepudepu-
YeCKOI KpOBMU:

OO6u1uit aHaIu3 KPOBM: IPUTPOLUTHL — 3,65 X 10'/11; re-
Morno6us — 98 r/m; neitkountsl — 9,3 X 10°/71; neiikonmrap-
Hast GopMyIIa: ManmodKosiiepHble — 4%; CerMeHTOsIfiepHbIe
— 74%; numountsr — 18%; MoHOLMTEL — 3%; TpOMOOLIM-
TBl — 177 x 10°/m; CO9 — 3 MM/4ac.

Buoxmumudeckoe MccaefloBaHNe KPOBU BBIABUIIO IOJIO-
KUTENbHYI0 JUHAMMKY ITOKasaTeseil, XapaKTepu3yoIyio-
Csl CHIDKEHMeM, 110 CPaBHEHUIO C MCXOLHBIM, YPOBH: doc-
¢dopa xposu fo 2,67-2,07 mmons/n (Hopma — 0,87-1,45
MMOJIb//T), IIOBBILIEHVEM YPOBHs HaTpus 1o 136,7 MMOTIb/
(Hopma — 135-146 Mmonb/m), xa0pa — KO0 94 MMONb/N
(nopma — 98-106 MMmonb/m), obuiero Kampius — g0 1,56
MMOJIb/1 (HOpMa — 2,02-2,6 MMOJIb//), KaJIbLMsI MOHU3UPO-
BaHHOTO — 0,78 MMonb/1 (HopMa — 1,0-1,5 MMons/m). [1pn
MCCTIeNOBAaHUY TOPMOHAJIBHOIO CIIEKTPa CBIBOPOTKM KpO-
BJM OTMeYeHa HOpPMajau3alMs COfep>KaHNsA IapaTTOpMOHA
— 18,2 ur/mn (Hopma — 8,8-76,6 1r/mi), mapaMeTpoB Cy-
TOYHOJ AVHAMMKU KopTusona — 206-463-460 HMONb/MI
(Hopma — 150-660 HMonb/M) U cHIKeHMe YpoBHA AKTT
1o 589 nr/mn (Hopma — 18,3-57,8 rir/min).

ITo pesyapraTaM MHCTPYMEHTAIbHOTO O0OC/IEIOBAHMUA
BHYTPEHHIX OPTaHOB OPIOIIHOI OTOCTY ¥ 3a0PIOLIMTHHOTO
MIPOCTPAHCTBA, CEPHAEYHO-COCYAUCTON CUCTEMBI, I{UTOBUJ-
HOII XXeJle3bl He OIpefie/IeHO MAaTO/IOTNYeCKUX M3MeHeHMIL.

DyHKIMOHATbHbIE METObl MCCIEOBAaHUA TaKXe He
BBIABVIIN HapYyLIEHUI CO CTOPOHBI CepPHEeYHO-COCYRVCTON
VL HEpPBHO CUCTEM, B TOM YJCJIe OTCYTCTBUE TAPOKCU3MaTb-
HBIX J 3NMIENTUPOPMBIX I'Pad037IeMEHTOB IIPU NpOBefe-
HUM PYTMHHOTO U TPEXYacoBoro III-BUIeOMOHUTOPUHTA,
MO3BONIMBIINX YCOMHUTbCA B Haauume y obcmegyeMo-
ro pe6enka ofHOI 3 ¢popM ammmencun. Manpunk Takxe
KOHCYNIBTMPOBAaH HEBPOTOToM, OKymuctoM, JIOP-Bpadom
U JePMaTOIOTOM.

Takym 06pasom, Ha OCHOBaHNY IIPOBELEHHOTO K/IMHUKO-
7MabOpaTOpHOTo 00C/IeNoBaHMA ObI/I YCTAHOB/IEH OKOHYa-
TEJIbHBII KAUHUYECKULl 0UAzHO3 «AyTOMMMYHHBIN IIONK-
TIAaHAYAAPHBI CUHAPOM 1-ro Tuma: AUCHYHKIUA KOPBI
HaJII0Y€YHIKOB, TUIIOIAPAaTUPE03, CYOKIMHNIeCKNIT TUIIO-
TUPEO3, BUTU/INTO, KaH[UA03 CIM3VUCTON IIOJIOCTY PTa, Ha-
pYILIeHMe KUIIEYHOTO BCAChIBAHWS» U CONYMCMBYIOU4UTE OU-
aeHo3 «BropuyHas mapokcu3ManbHas JUCKMHE3U IO TUIY
(doKanbHBIX MOTOPHBIX IIPUCTYNOB. BererarmBHas puc-
¢byukiys. Hapyuienne pedpaxuym u akkoMmoganum o60mux
r71a3. AHTMOIIATSI CeTYaTKy 1 cTerneHy 060X ras.

B pamkax TeneMegUIIMHCKMX TeXHOJOTMil (o cucre-
Me «Bpad — Bpay») pebeHOK 6bU1 KOHCYnbTUupOoBaH B PI'BY
«HanyonanbHbI MeUIIHCKNI MCCIIelOBATENIbCKII LIEHTP
SHJJOKpUHONIOTUM MMHUCTepcTBa 3ApaBooxpaHeHust Poc-
cutickoit @epepanuu (SHILI)
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Sakmnouyenne: kox mo MKbB-10: E31.8

Juaerno3 — ayTOMMMYHHBIV HOMUITIAHAYIAPHBI CHUH-
apom I Tuna: gucdyHKUM KOPbI HAIOYeIHNKOB, TUIIOMA-
paTupeos, BUTUINIO, KaHJU/I03, HApYLIEHME KMUUIEIHOTO
BCAaChIBAHMA.

3akmoueHme

He BbIsbIBaeT COMHEHUs Ha/lnMuue y MallMieHTa ayTOMM-
MYHHOTO NOJIMITIAHAYIAPHOTO CHMHApoMa 1-To Tuma. Yum-
TBIBAs HaJM4ue NMPUSHAKOB AeuunTa He TONbKO ITIIOKO-
KOPTUKOUMIOB, HO ¥ MUHEpPaTOKOPTUKOMUJOB, HAIEHTYy
MIOKa3aHO JO6aBUTD K Tepanuu QrygpoKOPTU30H B CTapPTO-
BoIt fjose 0,1 MI B CyTKM, C IOC/IEAYIOIIeNl KOppeKLMeil 110
YPOBHIO 37IEKTPO/IMTOB KPOBY U PEHMHA.

ITpu otcyrcrBun apdexra ot Tepannu anbpakaibunmo-
JIOM, MaLlMeHTY BO3MOXXHA MHMIMALMA Tepalyy Ka/lbliu-
TPUOJIOM (POKAIbTPOII).

ITanueHTy HOKa3aHO IpOBefleHNe JCCIeNOBAHMA TeHa
AIRE. HeobxoguMmo wncclefoBaHME 4YacTOM MyTaluy
R257X. IIpu oTCyTCTBUM BAaHHOW MyTalluy ITOKa3aHO ION-
Hoe cekBeHuposaHue reHa AIRE. VMccnegoBanne HaxoguTcs
B pabore B HarjmoHa/IbHOM Me[UIIMHCKOM MCC/IE[JOBATe/Ib-
CKOM I[eHTpe 3HJOKPUHONIOTMM MUHUCTEPCTBA 3[paBOOX-
paHeHus Poccuiickoit enepanuy B paMKax HpOrpaMMBbI
Anbda-anpo.

Takum 06pa3oM, ZaHHBI KIMHUIECKUIT cly4ail O4eHb
SIPKO JIeMOHCTPUPYET pasBUTHE Y pebeHKa ayTONMMYHHO-
rO MOMUIMAHAYAAPHOTO CMHAPOM 1-TO TUIa C MpUCyIIei
eMy 3TaIllHOCTbI0 KIMHMYeCKUX nposBrenuit. Obpamaer
Ha cebs1 BHMMaHME TO, YTO pa3BUTHE KaHAUL03a POTOBOIT
HOJIOCTY IMEJIO MeCTO He B fie6I0Te, a II0C/ie pa3BUTHUs APY-
IVMX OCHOBHBIX IIPM3HAKOB 3a60/1eBaHMs (TUIIOIAPATHPEO-
3a ¥ TUIIOKOPTHUIIM3Ma). Ba>kHO OTMETUTH, YTO, HECMOTPA
Ha XapaKTepPHYI0 0COOEHHOCTH MOSBICHNS CUMIITOMOB 3a-
6oneBaHNs, BpeMs OT MX MaHU(peCTalY SO OKOHYATe/b-
HOTO JMarHosa 3aHsA/NO JJINTE/NIbHBIN MHTepBal. B aTux
ycrnoBuAX MHGOPMUPOBaHME IIMPOKOTO Kpyra Bpadveit
0611ell MPaKTUKM M CIIELMANNCTOB y3KOro npodus, He-
COMHEHHO, OyfieT CIIoco6CTBOBATh MOBBILIEHNIO MX OCBe-
nomneHHocTu. IlocnegHee B CBOIO odepelib KaK MOXHO
paHee IO3BONINUT CPOPMUPOBATD KPYT AU PepeHnanbHO-
OMATHOCTUYECKOTO MOMCKa, MMOCTPOUTD IJIaH 0obCmefoBa-
HUS Y TIPOBECTU KOPPEKLMIO BbIABIEHHBIX HapyIlUeHUI,
YTO [ACT BO3MOXXHOCTDb NPEAYNpPeAUTh PasBUTHE KU3HE-
YTPOXAKOMINX COCTOSHMI, YIyYIINTD Ka4eCTBO U IIPOJOTI-
SKUTENbHOCTD XM3HM Y 3TOM KaTeropuy MaleHToB.

HanbHeliiee HaOMOfeHNUE 3a MaHHBIMM IIAl[MEHTAMU
TOJDKHO OCYIIeCTB/IATHCS Ha Pery/IspHOI OCHOBe C 1abopa-
TOPHBIM KOHTPOJIEM ITapaMeTPOB OCHOBHBIX KOMIIOHEHTOB
cuHApoMa. [leTu ¢ pegKuMM HaC/lIeACTBEHHBIMM BapMaHTa-
MU TUIIOIIapaTipeosa AO/DKHBI HAOTIO[ATHCS He TOMBKO 110
MeCTY >KUTENbCTBA, HO U B CIIELMAM3MPOBAHHBIX MelM-
LMHCKUX LEHTPaX, UMEIOILINX ONbIT HaOMOfeHUs 3a 60/Ib-
HBIMU C peJKOI S9HOKPMHHO IIaTOIOIUENL.
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