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Pe3stome. B 0630pHOi cTaTbe NMpoaHann3npoBaHbl COBPEMEHHbIE AaHHbIe O 3TUOIOru, NaroreHe3e, KNMHUKe rpu
XPOHUYECKOU HannoyYyeyHnKoBoy HegqocraroyHoctu (XHH) y netevi u noapocTkos.

Yka3sblBaetcs, YTo B 3aBUCUMOCTY OT YPOBHS MOPAaXKeHNS rnnotanamo-runogou3apHo-HannoyeyHuKoBO CUCTEMb]
BbIAENSIOT NepBuyHyto (nepugpepudeckyro) XHH, cBa3aHHy0 ¢ naronornei? Hanrno4eyHnKoB, BTOPUYHYIO U TPETUYHYHO
(ueHTpanbHyro) XHH. KnuHuyeckue cumnrombl XHH Bo3HuKaroT ripy nopaxxeHun 95% TkaHu KOpbl HaAM04€YHUKOB.
3aboneBaHne xapakTepu3yeTcs CKPbITbIM HA4a/10M 1 MELAJIEHHbIM HAPACTaHNEM KINHuYeckux cumnromos. OnHaKo B
C/lyyae BPOXAEHHOW rynoniasum Haano4Ye4yHKoB CUMITOMbI 3a60/1€BaHNs MOryT PasBMUBaTLCS BCKOPE M0C/e POXAEHMS.
OnucaHbl CUHAOPOMbI, COHETAOUNECS C AEQOULIMTOM FOPMOHOB KOPbI HaAno4e4yHukoB. lNepsuyHas XHH — reteporeHHoe
3aboneBaHne. VIMeoT MeCTO HacnenCcTBeHHbIe U MPUobpeTeHHbIe ghopMbl popMbI 3aboneBanuns. Cpean npuobpeTeHHbIX
¢bopm nepsuyHou XHH BcTpeyaroTcs MHQOeKUMOHHbIe MopaxXeHus (cerncuc, Yalle MEHUHI OKOKKOBOW Wi CTPENnTOKOKKOBOM
arvonoruu, BUY-uHgbekuns, rpunn, BpoxXaeHHbIi cugbunuc, Ty6epKkynes), KDoOBOU3NSHUE B HaLNOYEYHUKU, OMyxXoneBoe
UX riopaxxeHune, ABYCTOPOHHSIS 84PEHaT9KTOMUS.

lNpeacrasneHsbl MeToabl ANAarHOCTUKY U TakTuka nevenus. lNpu XHH npoBoauTcs noXusHeHHas 3aMectutesibHas Tepanms
[J110KO- U/Wu MUHEPaioKoOPTUKOUAHbIMY ripernaparamy, KOTopble MoA4EPXNBAKT XU3HEHHO BaXHble (hyHKLUY,
obecrieunBasi afantaumio opraHn3mMa K CTPeCcCcoBbIM BO34eVICTBUSIM BHELUHEN Cpenbl 1 COXPaHeHne BOLHO-CO/1eBOro
bananca. [lo3bl npenaparos, UCMONL3YIOUNECS MPWU 3aMECTUTENLHOV Tepanun, nogbuparoTcs UHANBUAYaNbHO U
ananTupyroTcsl B 3aBUCUMOCTU OT Bo3pacTa pebeHka. B nutaHnm 60/1bHbIX PEKOMEHAYETCS AOMOTHUTENLHO BBOAUTD
10BapeHHYHo COJb Y aCKOPOUHOBYH KUCIOTY U yMEHbIWUTL NOTPeb/1eHne MpoayKTOB, COAEPXALUMX K.

Yactb 1

XpoHuueckas HaanoyYeyHMKoBas HegocTaTouHocTb (XHH, runokopTnumnam) — KNMHUYECKMA CUHAOPOM, 0OYCNOBNEHHbI
[eruMTOM rOPMOHOB KOPbI HAAMNOYEYHUKOB B pe3ynbTaTe HapylweHns PYHKLUOHNPOBAHNS OAHOI0 UM HECKONTbKNX
3BEHbEB rMnoTanamo-rmnognsapHo-Haano4e4yHNKOBON CUCTEMBI.

[MocnenHve paHHble CBUAETENbCTBYIOT O pacTyLen pacnpoCcTpaHEeHHOCTU nepBuYHoOn XHH, 4To CylweCcTBEHHO CHUXaeT
KayecTBO XMW3HU 1 NOBbIWAaeT CMEPTHOCTb AaXe B YCNOBMSAX Pa3BUTUS COBPEMEHHON MeauLnHbI [1].

dusnonorus FMHOTaHaMO-rVIﬂOCt)I/I3apHO-Hﬁ,IJ,I'IO‘-IE‘-IHVIKOBOﬁ CUCTeMbl

HaganoyeyHvkmn npencTaBnsoT coboit napHble SHAOKPUHHBIE XEeNe3bl, PacnooXeHHbIe B 3a0POWMHHOM NPOCTPaHCTBE
Ha[l BEPXHUM NONOCoM noyek Ha yposHe XI-XII rpyaHbix no3BoHKOB. MopdodyHKLUNOHANBHO HAAMOYEYHMKIN COCTOAT U3
IBYX CaMOCTOATENbHbIX 06pa3oBaHuMii — KOPKOBOrO M MO3rOBOrO BELLECTB.

B kope Hagno4yeyHuka, Ha Jonto Kotopown npuxoantcs 80—90% TKaHW BCEro opraHa, BblAENsoT TPU 30HbI.
HenocpeLcTBEHHO MO Karcynow pacrnonaraeTcs camblii TOHKWIA Cnoil — knyboukoBasi 30Ha, CEKpeTUpyowas
MUHEPaNoKoOpPTUKOMAbI (anbAocTePOH 1 ap.). K kny6o4koBO 30He NPUNEXMWT NyYyKOBasi, OCHOBHbIMM MPOAYKTaMM KOTOPOM
ABNSAOTCS I NIIOKOKOPTUKOMAHBIE TOPMOHbBI (KOPTU30/ 1 Ap.). CeTyatas 30Ha, pacnonoxeHHas 6nmxe BCEro K MO3roBomy
CNoto, NPOoOyuMpyeT aHaporeHbl (4ernapoanmaHapoCcTepoH 1 ap.).

MoasroBoe BelWeCcTBO HaANO4Ye4YHNKOB OOHOPOOHO, B HEM CMHTE3NPYETCA KaTeX0NaMUHbI: ,EI,OCpaMI/IH, HopagpeHannH n
agpeHanvH.

CDyHKLJ,VIOHaJ'IbHO HaAno4Ye4YHUKn OTHOCATCA K I'VII'IOTaJ'IaMO-FI/II'IOCpVI3apHO-Ha,11I'IO‘-Ie‘-IHVIKOBOVI cucrTeme. Cereme
rOPMOHOB NponcxXoaounuT nod BNMAHWEM BblilleneXalnx CTPpYKTyp.

Benylwyto ponb B Hell UrpaeT runotanamyc, MMEHHO TaM BbipabaTbiBAETCS KOPTUKOTPONUH-penuanHr-ropmoH (KPI), nog,
B/INSIHMEM KOTOPOro B MepenHen gone runodmaa (ageHormnogmae) cuitesmpyetcsa npoonvomenaHokoptuH (NMOMK), na
Hero obpasyoTcst aIpeHOKOPTMKOTPOMHbIN ropmoH (AKTIT), MenaHocTuMy nupytowmin ropmoH (MCIT), a Takxe sHO0PUHbI
(onvMonaHble NenTuabl) U AMNOTPOMMUHBI.

AKTI, B3aumoencTeys co creumgunyecknmm ans Hero peLentopamy B Kope Haano4e4yHKoB, BKOYaeT yHUBEpCabHbIN
MexaHn3M nepefayun curHana — afeHnnaTumKnasHyto cuctemy, aktmeaumio G-6enka, 4tTo NprBOAMT K CUHTE3Y 0COBbIX
NPOTENHKMHA3, NoA BAUSHUEM KOTOPbIX akTuempyetcs cuHted PHK, IHK n 6enkos. YBennumaeTcs TpaHcnopT
XOnecTepuHa B KNeTku Kopbl HAANOYEYHNKOB U CUHTE3 U3 HEro rnasHoro npeawecTBeHHKa BCeX CTepOnIHbIX rOPMOHOB
— nperHeHonoHa.

rﬂ}OKOKOpTI/IKOI/IJJ,HbIe FOPMOHbI OTBEYAIOT 3a mMobunusaumio 3HepreTnyecknx 3anacos N peakuuio opraHm3ma Ha CTpecc.

MCI BbI3blIBaET NOTEMHEHME KOXW. [TUrMEHTHBIN 3o dpekT 06yCNnoBNEH CTUMYNSLMER TUPO3MHA3bI B MENAHOLMTAX



annaepmmnca 1 BONIOCAHbIX OONNUKY nax. YBennumesaeTcs YACNO U pa3mep MenaHounTOoB.

MwuHepanokopTUKOMAbI Yy4aCTBYIOT B NOALEPXAHNM BOOAHO-3NEKTPONNTHOrO romeoctasa. CnHTes 1 cekpeums
anbJoCTEPOHa KOHTPONUPYETCA HECKONBKUMN MEXAHU3MaMW: aKTUBHOCTbIO PEHUH-aHrMoTeH3nHoBOM cuctemsl (PAAC),

koHueHTpaumen K*, torga kak AKTI, NMOMK, Na*, BasonpeccuH, noammH, npeacepiHblil HATPUilypeTUYeCcKmin nentug,
B-appeHepruyeckme areHTbl, CEPOTOHWNH, COMATOCTaTWH SBNAOTCS BTOPOCTENEHHBIMU MOAynaTopamu [2].

"naBHbI (CaMblli BbICTPLIA) MEXaHW3M perynauun CMHTe3a 1 cekpeummn anbaocTepoHa cBa3aH ¢ konebaHuem

3P PEKTMBHOIO PUNbTPALIMOHHOrO AaBNEHNs B adpdpepeHTHbIX cocydax Kny6o4koB noyek, KoTopoe NoanepXusaeTcs
PAAC. lMNMyckoBbIM 3BEHOM MoceaHero siBnsieTcs obpasoBaHune B oKCTar loMepynsipHbIX KNeTkax noyku 1 BolaeneHve B
KpOBb (pepMeHTa peHuHa.

Camoperynsums Bceit runotanamo-runognaapHo-HaANoYeYHNKOBON CUCTEMBI OCYILECTBASETCA MO NPUHLUMMY
oTpuuaTtenbHoin 0bpaTHO CBS3W: NPU YBENNYEHUW COLEPXKaHWs B KPOBU CTEPOUAHBIX TOPMOHOB HAAMNOYEYHNKOB
cHuxaeTtcs BblpaboTka KPIM B runotanamyce, a B ageHorunodpmae — NOMK n AKTI™ n Hao6opoT. MNpwn cboe B perynsauum
OLHOr0 M3 3BEHbEB 9TOI LIENOYKM 3anyCcKatTCsl MaTonornyeckmne npoLecchl, YTo CTaHOBMTCS NpuynHoii XHH.

MartoreHes n knuHM4Yeckasa kaptuHa XHH

B 3aBMCMMOCTY OT YPOBHS NOpPaXXeHns rmnotTanamo-runouaapHo-HaanoyeyHMKOBOW CUCTEMbI BbIAENSIOT NEPBUYHYIO
(nepudpepunyeckyto) XHH, cBa3aHHy0 ¢ naTtonormein Haano4YeyHKoB, BTOPMYHYIO U TPETUYHYIO (LeHTpanbHyo) XHH,
korpa cHuxeHa cekpeuus AKTI unu KPI™ cootBeTcTBeHHO. MNeparnyHas XHH (MXHH), kak 6b1no ykasaHo Bbiwe,
obycnoBneHa HapyleHneM paboTbl caMmx HaANo4Ye4YHUKOB, NoaToMy natoreHes NXHH obbsacHseTcs nednumMTom B
OopraHm3me rntoKOKOPTUKOMAOB, MUHEPANOKOPTUKONAOB 1 NOMIOBLIX FOPMOHOB, a NPW NOpPaxXeHn 1 MO3roBOro BelecTea
HaAMOYEeYHNKOB — KaTeX0NaMUHOB.

KnuHnyeckue cumntomsl XHH Bo3HUKaOT Npu nopaxeHun 95% TkaHu Kopbl HaanovYe4yHnkos. 3abonesaHve
XapakTepuayeTcs CKPbITbIM HA4anioM U MeA/IEHHbIM HapacTaHWEM KIMHWYECKMX CUMMMNTOMOB. lNauneHTbl 4acTo He MoryT
onpenennTb, Koraa oHo Hayanocb. O4HAKo B Ciy4Yae BPOXAEHHOW rmrnonnasum Haano4e4yHnkKoB CUMMNTOMbI 3a601eBaHus
MOryT pa3BMBaTbCS BCKOPE NOCNe POXAEHMS.

[MoTeps B BECE Yy HOBOPOXAEHHOr0 NpeBbIlWaeT omanonornyeckyto Hopmy Ha 300-500 r. [eTn Bsanble, cpbIrMBaroT, Naoxo
npnbaBnsitoT B BECe, BHaYane obunbHble MOYENCNyCcKaHUs ypexaroTcs, TYprop TKaHu CHUXeH, 60/bHble XaaHo NbioT
NOJCONEHHYIO BOAY. DTU CUMNTOMbI CBA3aHbl C NoTeper HaTtpusa [3].

Y pneten cTapuwero so3pacta ogHUMM U3 NepBbiX CUMNTOMOB, HA KOTOpPble OHN o6pau.La+0T BHMUMaHwue, aABNATCA BANOCTb U
MblleyHas cnabocTtb. OHK HEenoCTOSAHHbI, HO CO BpEMEHEM HapacTaloT, ocobeHHo B Be4yepHee BpeMs NN B CBA3N C
NHTEPKYPPEHTHbIMA 3a6OHeBaHl/IFIMI/I, onepaTtuBHbIMKX BMelWaTeNbCTBaMW, NCUXNYECKNMU CTPECCaMI.

B natoreHese naHHoro CUHIpOMa OCHOBHOE 3Ha4YeHue NpuaoaeTcs TSXenom runoHaTpueMum, runepkanmemMmn,
rmnornnKkeMmnn, rmnokCcnm N CHNXXeHMo aHabonM3mMa MbllieYHbix 6enkos u3-3a JedpuunTa rnioKoKopTUKOUOO0B.

BonbHble TEPSIOT B BECE BMAOTb O KAXEKCUM, HTO CBA3AHO C OTCYTCTBMEM anmneTuTa, HapylwatTcs OyHKLUUM XeNya04HO-
KMLWEYHOro TpakTa, 4TO CONPOBOXAAEeTCS TOWHOTOM, PBOTON 1 Anapeeit. JaHHble CUMMTOMBI Bbi3BaHbl LeprLNTOM
anbLOCTEPOHA, CHUXEHNEM COAEPXaHNS CONSIHOM KACNOThI U NENCKHA B XenyaKe, HapywaeTcs peabcopbums HaTpus B
TONCTOM KMWEYHUKE U NOYKaX. YBENMYEHNE COAEPXKaHNS HATPUS B NPOCBETE KULWEYHMKA NOBbIWAET OCMONSIbHOCTb
COEpPXMMOro, 4TO NPENSATCTBYET BCAChIBAHUIO BOLbl — pa3BMBaeTCs OCMOTMYeckas anapes. ¥ HEKOTOPbIX 60/bHbIX
BO3HMKAET NOCTOSIHHAsS MOTPEBHOCTb B COMEHbIX MPOAYKTaX.

"MnoHaTpreMns B CBOKO 0Yepeb Bbi3bIBAET MOHMXEHUE OCMONANBHOCTU KPOBK, Tak Kak CHUXaeTcs peabcopbums
HaTpus B cobrpatenbHbix Tpyboykax noyek BMECTe € 3a4ep>XKOii Kanus B opraHname, 4To TOPMO3UT CEKpeLrio
aHTUANYPETNYECKOro FOPMOHa U NPMBOAMT K YMEHbLUeHMO peabcopbuum BoLbl B MoYkax 1 nonuypun. Ouapes u nonnypms
BEKyT 3a cob0W pasBUTHE TAXENON rMNOOCMONANbHON FrnoruapaTauun.

B pesynbTarte couyeTaHHOro nedomumTa HaTpus, KopTnaona 1 NPecCoPHbIX (haKTOPOB PE3KO CHNXAETCS apTepuanbHoe
nasneHue (ALl), nagaeTt TOHYC COCYLIOB, CHMXAaeTCs cepaeydHblin Bolbpoc, paseneaetcs 6paavnkapans. Cuctonmyeckoe All
y 60N1bHbIX MPU 3TOM HKXXe 90 MM pPT. CT., ANACTONNYECKOE — HIXE 60 MM PT. CT., YTO KJIMHUYECKM NPOSIBASIETCS!
roNI0OBOKPYXEHMEM 1 0BMopokamu, 0HaKO Yy 60MbHbIX C COMYTCTBYIOWEN apTepuanbHoi runepteHsmein AL MoxeT 6biTb
HOPMasbHbIM UW NOBLIWEHHBIM.

MnepnurmeHTaums sBnsieTcs O4HUM U3 BaXKHbIX NEePBbIX CUMMNTOMOB 3a60eBaHmMsl U BCTPeYaeTcs y NoaasnsiowWwero yucna
60nbHbIX. [edununt ropMOHOB HaANOYEYHMKOB MO MEXaHU3MY OTpuLaTeIbHON 0BpaTHO CBSI3M Bbl3blBAET NOBbLILEHWE
npopykuun KPTI™ B runotanamyce n NOMK B aneHorunoguse. B pesynbtate 6onblwe cuHteanpyetcs AKTI, a BMecTe ¢
HUM 1 MCI . ToBbllWaeTca CMHTE3 MeNaHnHa B KOXE U CIM3UCTbIX, YTO NMPUBOAUT K ee runepnurmMeHtauumn. MenaHnHa
obpasyeTcs ele bonblue, ECAN M3-3a NOPAXKEHUS MO3rOBOr0 BELECTBA HAAMNOYEYHKOB HAPYLWaEeTCs CUHTES
KaTexonaMmuHoB. Becb TMPO3WMH UCNONb3yeTCs B CUHTE3E NUIMeHTa.



MnepnurmeHTaunst UMeeT BuA AU EY3HOr0 KOPUYHEBOrO 1 BPOH30BOr0 NOTEMHEHNS («6pOH30Bast 60/1e3Hb>») KakK Ha
OTKPbITBIX, TaK M 3aKPbITbIX YacTsax Tena. OCO6EHHO MHTEHCMBHO OHA BbipaxeHa B MecTax TPeHUs 0AeXabl, B
NOAMbILEYHOV 30HE, HA NaA0HHbIX IMHUSX, NTOKTSX, KONIEHSX, B 061acTy nocneonepaumoHHbIX pyoLoB, Ha CIM3NCTbIX
nonocTu pTa, B 061acTv apeon COCKOB, aHaNbHOIO OTBEPCTUS, HAPYXHbBIX FTEeHUTANNA.

B nebiote 3abonesaHns 60MbHLIE OTMEYAOT ANNTENbHYI0 COXPAHHOCTb 3arapa nocne nHconsumm. Mpu MMMyHHbIX chopmax
MXHH Ha choHe runepnurMeHTaumMm MoryT NosIBAATLCS AEeNUrMEHTUPOBAHHbBIE NATHA (BUTUNMUFO). Y Takmx 60MbHbIX
BbISIBNSKOTCA @aHTMTENa K HaAno4Ye4YHNKOBOW TKaHM.

"'vnornukemMus y naumeHToB SPKO BbipaxeHa 1 obycnosneHa npeobnanaHvem achhekToB MHCYMHA Ha hoHe edhmnumta
KOHTPWHCY NSIPHBIX FOPMOHOB (KOPTU30Na, aapeHanvHa), ocnabneHvnem NpoLeccoB rUKOreHoNM3a 1 rniokOHeoreHesa,
CHUXXEHUS aKTUBHOCTM T IOKO30-6-cpocdpaTtasbl, @ TakXe YMEeHbLIEHWEM BCACLIBAHMS [OKO3bl B KALWEYHUKE.

"'mnornukemMuyeckue coctosHus y 6onbHbix ¢ XHH MoryT Bo3HUKaTh Kak HaTowak, Tak 1 4epes3 2—3 yaca nocne npuema
nuiwm, 6orator yrnesonamu. MpucTynsl CONPOBOXAAOTCSH cnabocTbio, YyBCTBOM FOM0AA, NOTNNBOCTbLIO, 6NEeLHOCTbIO,
yyvaleHHbIM cepauebueHreM. Heliporvnor nnkeMns NposiBNsieTcs Aenpeccuein, pasapaxutenbHOCTbIo, APEMOTHbLIM
COCTOSHVWEM LHEM 1 BECCOHHULIEH NO HOYaM.

CHuXXeHue cekpeuny Haano4Ye4YHNKOBbIX aHAPOreHOB Yy My>XUYMH Mano BAMSIET HA COCTOSIHWE NOMOBOM GOYHKLIMKN, €CNn
CoXpaHeHa OYHKLUMSA TECTUKYSI, HO Y XXEHLIMH 3TO MOXET ONpelensiTb CHUXEHNE NMbuao v urpatb onpeneneHHyo ponb B
YMEHbWEHNUN 1 NOSIHOM NCHE3HOBEHWM MOAMbILEYHOTO 1 T0BKOBOro OBOSIOCEHMSI B CBSI3WN C TEM, YTO Y HUX HAAMOYEYHVKM
SABNSOTCS OCHOBHbIM MCTOYHUKOM aHAPOreHoB [4].

BTopuynas XHH (BXHH) conpoBoxnaetcs cHuxeHvnem nnm otcytctenem npoaykuum KPI™, MOMK v ero nponssoaHbix —
AKTI, MCI", aHBOpuUHOB, NMMNOTPONMHOB. [TockonbKy Npu 3ToM nmeeTcs Hegoctatok MCIT, B KOXe yMeHbLaeTcs CMHTE3
MenaHnHa — y 60/bHbIX OTCYTCTBYET runepnurMeHTaums!

HOedpvumt AKTIT NprBOANT K CHUXEHWIO MACChl KOPbl HAAMNOYEYHWKOB 1 HAPYLIEHMIO CUHTE3a CTEPOUIHbBIX FTOPMOHOB —
I IOKOKOPTMKOWAOB, NONOBbLIX TOPMOHOB 1 B MEHbLUEN CTENEHN — MUHEPANOKOPTMKOMAOB, Tak Kak knyboykoBas 30Ha
KOHTPONMPYETCS pasHbiMU MEXaHW3MaMK, BeaylWmM 3 KoTopbix sensetcs PAAC. B cBS3U ¢ 3TUM Npu LEHTPanbHbIX
chopmax runokopTULM3Ma OTCYTCTBYIOT UK cnabo BblpaXkeHsl CUMNTOMbI NoTepu conu. CnenoBaTentHo, y Takmnx
NauMeHTOB OTCYTCTBYIOT Tak Ha3blBAEMbIE «COMbTEPSIOWNE KPUSbI».

Knunnyeckas kaptuna npu BXHH cxogHa ¢ NMXHH 3a ncknioueHnem runepnurmeHTauum («6enblii anancoHn3m»).
MpakTunyecku Bcerpa UMetoTCs KNMMHUYECKUe NPU3HaKM HeJOCTATOYHOCTM APYrMX TPOMHbIX FOPMOHOB rMnogun3a —
BTOPWYHbIE HU3KOPOCNOCTb, NMMNOroHaAN3M, FTMNOTUPEO3.

Yrpoxawowmm xm3Hm 6onbHbix ¢ XHH sBnseTcs passntue oCcTpoil HaANOYeYHMKOBOW HEAOCTATOYHOCTU. DTO COCTOSHUE
MOXXET BO3HVKHYTb AaXe Nocne MHOroneTHero cybknmHuyeckoro TedyeHns XHH us-3a octpoi uHekLmmn, HEpBHOrO
CpbiBa, TpaBMbl, onepauuu. MNepen anonCcoHMYECKMM KPUM30M HapacTaeT obwas cnabocTb, anneTuT NPorpeccmMBHO
yXyAwaeTtcs BNAOTb A0 OTBPALIEHNS K NWLLe, TOWHOTa NepexoanT B pBOTY, C Pa3BMTUEM KpU3a OHa CTAHOBUTCS
HEYKPOTMMOWA, NOSABNAETCA XUOKWUIA CTY/, MPOrPECCMBHO CHMXAeTCs Macca Tena. Ycunumsaetcs runepnurMeHTaums
KOXHbIX MOKPOBOB U CAM3UCTbIX 0600YEK.

BeoywmmMm KNMHAYECKUMIU CUMNTOMaMM OCTPOI HaANo4Ye4YHNKoBoi HepoctaTouyHocTn (OHH) 0b6bi4HO siBRsitoTCS: Fnyb6okoe
cHuxeHue AL, nynbc cnaboro HanoNHeHUs, Fiyxmne TOHbl cepaua, bnenHole cM3NCTbIE, NEPUPEPUYECKNIA aKPOLIMAHO3,
NPOMOY3HbIV NOT, XONOAHbIE KOHEYHOCTU, TMNOTEPMUS. HapacTatoT aneKTPONNTHbIE HAPYLIEHWS, FTUNOr INKEMMS,
runepasoTemus. [ unepkanMemMns okasbiBaeT TOKCUYECKOE AENCTBUE Ha MUOKap Y MOXET NPUBECTU K OCTAHOBKE
cepaua.

Ho3onoruyeckue coopmbl

MepBuyHas XHH — reteporeHHoe 3abonesaHue, NpUYMHAMK KOTOPOTO SBNSIOTCS HACNEACTBEHHbIE (DaKTOPbI (OHM
Havnbonee YacThl y geTeit n 06ycnoBneHbl HapylweHueMm ambpuoreHesa, nedekrtamy CTepomaoreHesa, AecTpykumnei
HaANOYEYHNKOB), @ TakXe NprobpeTeHHbIe NPUYMHBI — KPOBOU3NUSHWE B HAAMNOYEYHWKU, TYBEpKynes, CenTUKonmemMus,
MeTacTasbl, TMMEOMa U ATPOreHHbIe NOCNeACTBUS.

Hanbonee pacnpoctpaHeHHble npuynHbl MXHH — Bpox aeHHas runepnnasns HaLno4YeyHMKOB B AETCKOM BO3pacTe u nx
ayTOMMMYHHas HefOCTAaTOYHOCTb B MOAPOCTKOBOM. [TepBrnyHas HeLOCTaTOYHOCTb HAAMOYEYHUKOB — NOTEHLMaNbHO
onacHoe ONs XU3HU COCTOSHME, KOTOPOe TpebyeT CPOYHON AMArHOCTUKN U NEYEHUS.

HacnencreeHHble BapunaHTbl NMXHH

AyTOUMMYHHbI MONUFNAHAY NAPHbIA cuHapoM 1-ro Tuna (AMC-1) — MoHoreHHoe 3aboneBaHne ¢ ayTOCOMHO-PELLECCUBHbBIM
TUNOM HacnenosaHus. NpuunHa — gedekT B reHe aytoummyHHoro perynatopa (AIRE), pacnonoxeHHoro Ha 21-i
xpomocome (21g22.3). YcTaHoBneHo 6onee 50 myTaumii naHHoro reHa. Camble pacnpocTtpaHeHHble — R257X, 109del13,
R139X. 91u MyTauun 3atparmsatoT o61actu reHa, oTeevaowme 3a goopmuposarHme JHK-cBsisbiBatowmx 4OMEHOB [5].



BcTpeuyaetcsa y neteit B paHHeM v nybepTtaTHOM nepuogax, noatomy 601e3Hb HOCUMT Ha3BaHUE «OBEHWbHas
ayTOMMMYHHas NONN3HOOKpUHONaThs». B ocHoBe ee natoreHesa NnexmT AUCHYHKUMS UMMYHHOR CUCTEMbI OpraHnMama,
BK/tOYaSA SHOOKPUHHbBIE 1 9K30KPUHHbIE Xenesbl.

KombuHaums cMMnTOMOB, CPOKM MPOSIBNEHUSI U CTENEHb UX BblpaXeHHocTn npu AMC-1 y netei 3Ha4YnMTEeNbHO BapbUpyLOT.
Lonroe Bpems gnarHos AlC-1 cTaBuncs Ha OCHOBaHUM KNMHNUYECKOW Tpmaabl: MEPCUCTUPYIOLWEro XPOHNYECKOro
CNIM3NCTO-KOXHOro KaHanaoaa, runonapartmpeosa (MMT) n XHH. OgHako nocnegHue gaHHble CBUAETENBCTBYIOT O TOM,
4TO 3TN KPUTEPUU SBNSIOTCS HEMONHbIMA. COrnacHo KNMHUYECKM NCCe[0BaHMAM NauueHToB ¢ myTaumsamm reHa AIRE, y
6onbHbIx ¢ AMC-1 MoxeT BbITb Kak «kfaccuyeckas», Tak U «Heknaccudeckas» kapTuHa 3abonesaHus [6].

Knaccuueckuii AMNC-1 NposiBnsieTcst Kak MAHMMYM OBYMS U3 TPEX OCHOBHbIX MPU3HAKOB. B Takmx cnyyasx BbiSBASOT
MOBbIWEHHOE COOepPXaHne aHTUTEN K UHTEPDIEPOHY.

B 60nbwrHcTBE cnyyaes AeboT 3aboneBaHns HAYMHAETCS C YMEPEHHOrO, HO PELMAMBUPYIOLEro KaHaMA03a, KOTOpbIi
06bI4HO MaHWecTrpyeT B Bo3pacTte 1o 5 net. Habniopgaetcs nopaxeHue cnnauctoix 0607104ek NONOCTY pTa, NULWEBOAA,
XeNyA0YHO-KMWEYHOr0 TPaKTa, HapyXXHbIX FTEHUTANMIA, KOXW, HOrTEBbIX BA/IMKOB U HOTTEIA.

BTopbiM nposiBneHneM, KotTopoe Bo3HrkaeT y geten 0o 10 net (yawe B 4-5 net), aBnsetcs ayToumMmyHHbIn [TIT.
BcnencTeue pedpyumTa napatMpeonaHoro ropMoHa pasBmBaeTcs HapylweHe ocdopHO-KanbLmneBoro obmMeHa.
"MnokanbLuemMnsi — OCHOBHOW NpuaHak atoro 3abonesaHus. Cumntomel [T MoryT BapbMpoBaTh OT AOCTATOYHO NErKUX
NPOSIBNEHNA (4yBCTBO OHEMEHWS, CKOBAHHOCTM MblLIL,, MOX0N0AaHNE KOHEYHOCTEN, OPOXb 1 NOKabiBaHWUE B KUCTSX,
nanbuax, MUMUYECKMX MbllLAXx) A0 TAXENbIX MbIWEYHbIX CNa3MOB (TETaHMWN) U FeHepanvM30BaHHbIX Cyaopor. B Taxenbix
cnyyasx nauMeHTbl MOTYT UCMbITbIBATb NPUCTYMbl TETAHUN C UBMEHEHMAMMW NCUXMKN [6].

HannoyeyHnkoBasi HEAOCTATOYHOCTb — BTOPOW @y TOMMMYHHbIA KOMMAOHEHT CMHAPOMA. [TepBMYHBIA FMNOKOPTULM3M
ONNTeNbHOE BPeMsl NpoTeKaeT B NaTEHTHOW hopMe 6e3 BbipaX eHHO rMnepnmrMeHTaumnm KoXu 1 CIM3ncTbix 1
maHudpecTpyet OHH y 6onblUMHCTBA NALMEHTOB B TEYEHNE BTOPOrO AECATUNETUS XUSHN.

B nononHeHwe K knaccuyeckow Tpnane (kaHanpos, [T v HagnoYyeyHMKoBas HEAOCTATO4YHOCTb) Y nauneHTos ¢ AlNC-1
MOryT 6bITb Opyrue sHOOKPUHHBLIE HAPYLEHWS, B TOM YACNE ay TOMMMYHHbIA TUPEOUANT 1 FTMNEProOHaA0TPOMHbI
runoroHaounam. ¥ 10-20% 60NbHbIX XEHLMH BCTpeyaeTcs NepBUYHbIiA rMNoroHaanam, passmsatowmincs B pesynbtaTe
ayTOMMMYHHOI OECTPYKLUN ASUYHNKOB (ay TOMMMYHHbIA 00CPOPUT), NPOSBASIOWNACA KIMHUYECKN NEPBUYHOA NN
BTOPMYHOI aMeHopeer.

Hepe,uKo Knaccn4eckmnm CMHOpomMam conyTCcTBYyOT ayTOMMMYHHble HEQHOOKPWUHHbIE 3abonesaHus (aYTOMMMYHHbIVI renaTtut
C NCXOO0M B LMPPO3 nevyeHn, KepaTtoOKOHbIOHKTUBUT, NEPHNLUNO3HAA aHEMUA, Manba6cop6u|/|s|, anoneunsa n BI/ITI/IHI/IFO).
911 6onesHu MOTYT NPOABNATLCA KakK 40 BOSHUMKHOBEHUA OCHOBHbIX NMPU3HAaKO0B, Tak U NoCne HUX.

Heknaccuyeckas coopma AlNC-1, B oTanyme 0T KNacCMyeckom, BbidaBaHa JOMUHAHTHBIMU FETEPO3NIrOTHLIMU My TaLMSMN,
nokanunsosaHHbiMU B 6enke PHD1 AIRE, cesisbiBatowwem yvactku [JHK; npm aToM aHTUTENA K MHTEPEDEPOHY hakTUYeCcKM
He cuHTesupytoTca [7].

K nnHuyecku Heknaccuyeckuin AMC-1 oTnmyaeTcs 6onee No3aHNM NOSIBIEHNEM K1aCCUYECKO Tpuadbl, a TakxXe 4acTo
XapakTepuayeTcs BO3HUKHOBEHMEM cuHapoma LerpeHa, KpanueHMLbI, AMCEYHKLUMN KUWEYHMKA U FTUNonasnum aManu,
KOTOpble MOryT COYETaTbCSA MeX Ay COBOiA.

MockonbKy Kak Knaccumyeckme, Tak U Heklaccuyeckme oeHoTUMNbl XapakTepU3YTCS WNPOKMM pasHoobpasmem
I'IpOSIBﬂeHI/IIZ, Onga noareepXxaneHnsa onarHo3a 3aboneeaHns HeOGXO,D,I/IMO npoBeCTn KOMMNNEKCHOE n MHOFOﬂpO(*)I/IJ'IbHOG
obcnenoBaHne C reHOTUNUPOBAHUEM.

AyTOVMMYHHBIA NONUFNaHLY NAPHbIA CMHAPOM 2-ro Tuna (AlNC-2) — reTeporeHHas rpynna 3abonesaHuii, oTnmyaowmxcs
MO PacnpOCTPaHEHHOCTU N FEHETUYECKOMY (POHY, a TakXe Mo accouunaumsim ¢ 6onesHsiMu. MaHngecTmpyeT B cpeaHeM
mex gy 20 n 50 ronamu, Npyu 3TOM UHTEPBAS MEX Y KIIMHWYECKMM AeOOTOM Ero OTAeNbHbIX KOMIOHEHTOB MOXET
coctaBuTtb 6onee 20 net (B cpenHeM — 7 neT). B neTckom Bo3pacTte BCTpevaeTcs peako.

MpwunHel AMC-2 0o cux nop He sicHbl. 3aboneBaHune y B3POC/bIX BCTPEYaeTCs Cropafnyecku, 0aHaKo OnuMcaHo Hemarno
CNnyyaes ceMmeiHbIX OopM, KOTopble accounmposaHsbl ¢ rannotunamm HLA-B8, HLA-R3, HLA-DR4, HLA-DRS5. B 8 pas vaue
BCTPEYaeTCs y XEeHWMH. TUTp aHTuTen Kk 21a-ruapokcmnase B gebote 3aboneBaHns y MHOrMX NaunMeHToB Obin BLICOKMM
(8].

KnnHmnyecku BcTpeyatoTcs pasnnyHble BapuaHTbl COYeTaHWn ay TOMMMYHHOI NaToNorumM Haano4e4YHnKoB (6oneaHb
ALLMCOHA), WNTOBULHOW Xenesbl (ay TOMMMYHHBI TupeonauT, 6onesHb [peiica) n caxapHoro avabeta 1 tuna (CI 1
Tuna). Kpome T0ro, UM MOryT COnyTCTBOBaTb ApPYrue ayTOUMMYHHblE SHLOKPUHHBIE (00CPOPUT) N HESHOOKPUHHBbIE
(BUTUAMrO, NEPHULMO3HAs aHeMUs) 3abonesaHmsl.

OCHOBHbBIM 9HOOKPWHHBIM KoMnoHeHToM AlC-2 asnsetcs XHH. MpumepHo B 40-50% cnyyaes BMECTE C Hell BO3HMKaoT
IOMONHNTENbHbIE 2y TOMMMYHHbIE 3HOOKPUHHbIE 3aboneBaHns Nobbix 9HOOKPUHHBIX Xenes. [laHHbIi Tun B TeyeHne



nepBoro roga nocne MmaHudectaumm cumntomoB XHH octaeTcs 3a4acTyto Hepacrno3HaHHbIM, Tak Kak CUHAPOM npoTekaeT
HecrneumgunyHo, a AONOMHUTENbHOE NOPaXeHUe APYrmx OpraHoB NPOUCXOLMT CNYCTS LANTENbHbIA NPOMEXYTOK BPEMEHM.

B 3aBMcUMOCTM OT TOro, Kakue 3aboneeaHns BXoOST B cocTae cuHapoma, AMC B3poc/bix B HACTOsILEe BpeMst
noapasnenstoT Ha Tunbl 2, 3 1 4.

CambIM yacTbiM NOATUMOM ay TOMMMYHHOIO NMONUINAHOYNSAPHOro cuHApoMa B3pocnbix sensetcs AlC-3 (oH BCTpeyaeTcs B
40% cnyuaes), Bktovatowmin B cebs CL 1 Tuna v ayTOUMMYHHbIA TUpEonaunT.

B oTnuune ot AMNC-2 n AMC-3, AMNC-4 sBnsieTcs 04eHb reTePOreHHbIM 1 BKOYaeT 60/blioe pa3Hoobpasne XenesncTbix
ayTOMMMYHHbIX 3abonesaHuii. Hanbonee TunuyHbie n YacTole BapuaHTbl AMC-4 y B3pocnbix — cuHapom WmnaTa
(coyeTaHve NepBMYHOrO FMMNOKOPTULIM3MA U FTMNOTUPEO3a B MCXO e ay TOMMMYHHOro TupeonaunTa) n cuHapom KapneHtepa
(coyetanvne CL 1 TMna n ayTOMMMYHHOrO TMPEOMANTA).

Y 60/bHbIX C CMMNTOMaMM HapyWeHNs yHKLUMKN 1—2 Xene3 BHyTPEHHEN cekpeLmmn B KPOBM MOTYT 0BHapyXmBaTbCs
opraHocneumnmmnyeckne aHTuTena, B TOM YACHe U K aHTUreHam Tex opraHoB, KOTOpble BOBNEYEHbl B NaTONOrN4eckuii
MpoLece, HO KNMHUYECKUE NPOSIBNEHUS €ro He 06HapyxuBatoTcs. MNpu MUKPOCKOMUYECKOM UCCNELOBAHUM 3TUX OPraHoOB
BbISABNSETCA MAcCUBHAA nuMdonaHas MHubTpaums ¢ hopMnMpoBaHnemM numonaHbix gonnukynos. MNMponcxoant
3HauUTENbHOE 3aMelleHre NapeHxXMbl opraHa MMMAONAHON TKaHblo ¢ nocneayowmnm ombposom 1 atpodoueit. Mpn atom
MO3roBOWi CNOV OCTaeTCs MHTaKTHbIM. OBHAPYXMBAIOT LMTOMNNA3MaTUYECKME aHTUTENA K KNeTKaM KOpbl HAAMNOYEYHVKOB 1
aHTuTena Kk 21a-rugpokcunase [9].

X-cuenneHHas agpeHoneiikoguctpodpumsa (X-AIL, anpeHoMuenoHeponaTus, 6onesHs Wnnboepa) — penkoe
HacnencTBeHHoe 3aboneBaHne, OTHOCSIWEECS K Fpyrnrne NePOKCUCOMHbIX 60ne3Hel ¢ X-cLenieHHbIM PELECCUMBHBIM TUMOM
HacnepoBaHusi. ObycnosneHo MyTaumamu reHa ABCD1, nnst KoToporo cyuecTsyeT 6onee 2707 myTtauuii (nokyc Xq28).
ABCD1 koauvpyeT TpaHcMeMbpaHHblil 6enok ALDP — ero nechekT npuBoauT K HapyLWeEHUo B-OKUCIEeHS!
OSIMHHOLIENOYEYHBIX XMPHBIX KNCAOT M COYETaHHbIM NOPaXEHUSIM HEPBHOI CUCTEMbI U Haano4YeyHnkos [10].

B coOTBETCTBMU C KNUHMYECKMMY NPOSIBNEHMSIMU 3aboneBaHne noapasnensioT Ha 4 OCHOBHbIE hopMbl: LiepebpanbHas,
afpeHOMMENOHENPONATNSA, N30NNPOBAHHAA HAANOYEYHNKOBAS HEAOCTATOYHOCTb, X-AJ1[] y reTepo3nroTHbIX
HOCUTENbHUL,.

Hetckas uepebpanbHas (popma 3aboneBaHNs MaHNGECTUPYET B BO3pacTe 7—9 NeT 1 XxapakTepusyeTcsi rmnepakTUBHbLIM
nnu, HaobopoT, ay TUCTUYECKUM NOBEAEHNEM Y AETEl, BCTPEYa0TCS aNn304bl arpecCUBHOCTU, CHUXEHUE NaMsITH,
LeonuUmnT BHUMaHWSI, Nporpeccupytolas LeMeHUMs U U3MEHEHME NOX0aKW. Pexe 0TMevatoT HapyLeHUs 3peHns 1 Cnyxa,
MPU3HaKK HALMNOYEYHNKOBOW HeLoCTAaTOYHOCTH. [0 Mepe nporpeccupoBaHus 3a60neBaHnsi pa3BrUBAETCS CNaCTUHECKNiA
TeTpanapes, cnenota, rnyxoTa, Cy1oporu, He NoafatoWwmecs aHTUaNUNeNTUYeckon Tepanun. CMepTenbHbIA NCXOL
HacTyrnaeT Ha cpoke oT 1 0o 15 neT nocne neboTa 3abonesaHus.

tOHoweckas uepebpanbHas popma 0TAMYaAETCS OT AETCKON NMWb BO3PACTOM BO3HUKHOBEHMS! KNTMHUYECKUX NPOSIBIEHWIA
(10-21 ropg), B 0CTaNIbHOM CMMMTOMbI MOXOXMW.

AnpeHomuenoHeliponatust — Hambonee Yactas coopma X-AJ1L] y B3pocnbix. BospacT Hayana 6oneaHn — ot 12 go 50 ner.
MMnepnurMeHTaums KoXwu MHOra BO3HUKAET elle B paHHeM aeTtcTse. [1o Mepe nporpeccrpoBaHns 3abonesaHus
pasBmBaeTCs cnacTm4ecknii TeTpanapes, HapyleHne BCex BUA0B YyBCTBMTENbHOCTU U (PYHKLIMM Ta30BbIX OPraHoB.,

MHOr oA oopMUpPYyeTCsl TECTUKYNSIpHAs HeAoCTaToO4YHOCTb. Y 60bWUMHCTBA NaLMEeHTOB C TeYEHEM BPEMEHW Pa3BrBalOTCS
ncuxmyeckmne HapylweHns B BUAE SMOLUMOHANbHBIX U AENPECCUBHbBIX PACCTPOUCTB. JJONONHNTENbHBIM CUMIITOMOM CIYXMUT
obnbiceHne B paHHeM Bo3pacTe. [poaonXmMTensHoCTb Xn3HK BapbupyeT [11].

M3onnpoBaHHas HagnoYyeyHnKoBas HefoCTaTOYHOCTb BCTPEYaeTCs y ManbynkoB cTaplue 2 neT 1 xapakrepuayeTcs
CpbirvBaHMeM, nnoxol npnbaskoi B Macce, 60/bHbIE XaaHO NbOT NOACONEHHYIO BOAY, NMPU 3TOM NEPBOHAYABHO
cTpanaeT NpoayKUMs rioKOPTUKOUAOB, a MO Mepe NPOrpeccMpoBaHng 60ne3Hn n MMHepanokopTukonaos [12].

CeMeiiHblin n30n1MpoBaHHbIn aedonunT rakokopTmkomnnos (CULOIN) — penkas HacnencTBEHHas ay TOCOMHO-PELIECCBHAS
oopMa NepBMYHO HAAMNOYEYHMKOBON HEAOCTATOYHOCTM, CBA3aHHAs C PE3NCTEHTHOCTbIO KOPbI HAAMOYEYHUKOB K
nencteumio AKTT .

CWAI saBnsieTcs reHeTNYeckn reTeporeHHbIM 3aboneBaHneM, sl KOTOPOro yCTAHOB/EHA CBS3b C MyTaUMsMU B
Heckonbkux reHax peuentopa AKTI (melanocorti-2-receptor — MC2R) unu ero BcnomoratensHoro 6enka MRAP
(melanocortin-2-receptor accessory protein). 9T peLenTopbl HAXOAATCA B KOPKOBOM C/OE HAAMNOYEYHNKOB U CTUMYNPYIOT
BblpaboTky kopTu3ona [13].

Onucanbl MyTaumm B apyrux reHax — NNT (TpaHcoerngporeHasa Hykneotuaa HuUKoTMHammaa — nicotinamide nucleotide
transhydrogenase), MCM4 (6enkoBblii KOMMAEKC NoAAepXaHns MUHU-xpoMocoMbl — Minihromosome Maintenance protein
complex), STAR (CTepoVaHbIA PErynATOPHbI 6eN0K), KOTOPble TakXe NPOSBASIOTCS HALMNOYEYHUKOBOW
HeLOCTaTOYHOCTbIO C AEPULNTOM FIOKOKOPTUKOMLOB M HOPMaNbHOW MUHEPANOKOPTUKOMAHOW doyHKumen. ¥ 30%
nauMeHToB reHeTnyeckas NnpuynHa He yctaHosneHa [14, 15].



Mpu negpekte reHoB MC2R unn MRAP 3aboneBaHne MaHUdecTMpyeT B Bo3pacTe 0T 2 MecsileB 10 16 net u
XapakTepmsyeTcs N3onMpoBaHHbIM AePULMTOM KOPTU30Na, KOTOPbIA KIMHUYECKN, KaK NpaBunno, Bepsble NposBnseTcs
TSAXENbIM FMNOr MMKEMUYECKMM CUHOPOMOM elle B HeoHaTaslbHOM nepuoae.

CWAI conpoBoxAaeTcs YacTbIMW MHOPEKLUMOHHbIMY 3ab0eBaHUSAMI B ETCKOM BO3PACTe W rMnepnurMeHTaumeli Koxm un
CM3UCTbIX. BMecTe ¢ TeM coxpaHseTcsl HopManbHas CEKpeLmMs MUHEPANOKOPTMKOMAOB, NPU3Hakn oecuumuta
anbAoCTepoHa (ConbTepsoWmMe Kpu3bl, TMNOHATPUEMUS, TUNEpKanMeMms) 0TCyTCTBYIoT. MNporHo3 npy gaHHoOM
3ab0/eBaHnM YacTo HebnaronpuATHbINA.

Lns opyrmx reHeTU4ecKnx BapMaHToB XapakTepHbl CBOU KMHMYeckme ocobeHHocTu. Tak, npu aedpekte reHa MCM4,
NOMMMO JedomumTa rKOKOPTUKONAOB, NPUCYTCTBYOT APYrne KNMHUYECKE KOMMOHEHThI cuHapoma: nedouumnt NK-
KNeToK (LMTOTOKCMYECKUE NPOTUBOOMYXONEBbIE TMMAPOLMTHI), 3aepXKka pocTa 1 cybKNMHUYECKMiA BApMaHT aHeMnm
®daHkoHW. Mpu cTepTbix BApMaHTax NUNONAHOM HAAMNOYEYHUKOBOW rMnepnnasnm ¢ roMO3nroTHbIMM MyTauusMy B reHe
STAR HagnoyeyHVKOBas HeLoCTaTOYHOCTL MOXeT npoasnatbes CUAI ¢ no3nHer MmaHudecTaumen npu HopManbHOM
CTPOEHMM MONOBBIX OPraHOB U COXPaHEHHOW DEPTUIBHOCTY UIN CONPOBOXAATLCS NErKUMM BapnaHTaMn HapyLweHus
ghopmmuposaHms nona [16].

OnHako octaeTcs rpynna geten ¢ KnuHuyeckon kaptuHoit CUAI n HeyCTaHOBNEHHBIM FrEHETUYECKMM OeFEKTOM.

Cunapom Onrpoysa, Unm CUHAPOM «Tpex A», — pefikoe ayTOCOMHO-peLieccuBHoe 3aboneBaHue, Bbi3blBaeMoe MyTaumei
reHa AAAS (cuHgpoma axanasvm — agaucoHnama — anakpummm — achalasia — addisonianism — alacrima syndrome),
KapTupoBaHHoro Ha 12-i xpoMmocome (12q13.13). MeHHbIA NpoaykT AAAS npeacTaBnsietT cobol perynsaTopHblii 6enok 13
546 amuHokucnoT, koTopblin HasbiBaeTca ALADIN (alacrima—achalasia—adrenal insufficiency neurologic disorder —
HEBPONIOrMYECKOe PacCTPONCTBO HA NOYBE anakpummu, axanasmm 1 HaanoYe4YHNKOBOM HEAOCTATOYHOCTH).

JaHHbIN reH aKcnpeccrpyeTcst BO MHOTMX TKaHSX OpraHvWaMa, Ho Hambonee MHTEHCMBHO B HAAMNOYEYHMKAX, XEeNyao4HO-
KUIIEYHOM TPaKTe 1 MO3re, YT0 06 bACHAET MyNbTUCUCTEMHOCTb NopaxeHus [17].

HenasHo 66110 06HapyXeHo elle ABa reHa, MyTauus KOTOPbIX Bbi3bIBAET pa3BuTue cuHapoma «1pex A», — GMPPA[18] n
TRAPPC11[19].

Kak npasuno, CMHOPOM XxapakTepusyeTtcs Tpnanon Nnpu3Hakos: anakpuMmnen, axanasven, anamcoHn3mom. Hekotopole
aBTOpPbI FOBOPSIT O CUHOPOME «yeTblpex A» (+ BeretaTmeHble HapyweHus — Autonomic), Takxe cooblaeTcs o
OBYCUMHAPOMHbIX (2A-syndrome), a TakXe NATUCMHAPOMHBIX cryyasx (5A-syndrome), B ToM ynucne ammoTtpodun [20].

Anakpumns (rmnonakpuMms) — camblii PaHHUA 1 NOCTOSHHBIA NPU3HAK, KOTOPbLIA BO3HMKaET 13-3a atpodomu (runonnasunm)
CNEe3HbIX Xenes 1 4acTo npoTekaet 6ECCUMNTOMHO, HO MHOT A MOXET OCNOXHUTLCS KepaTonaTueil.

BTopoii no yactoTe cMMnToM, passumsarowmiics oo 15—-16 net, — axanasus Kapauu: HapyleHne MOTOPYKM NULLeBoAa, Npw
KOTOPOM CCOMHKTEP Kapauu npu rnoTaHum paccnabnsetcs He MOMHOCTLIO M NepucTanbTyka NueBoaa OTCyTCTBYET, YTO
BeeT K PYHKLMOHANbHOW 06CTPYKLMM ero aMctanbHoro oTaena.

XHH (apaucoHnsm) HabnopaeTcs y Bcex NauMeHToB ¢ cMHapoMoM OnrpoyBa B CBA3W C PE3UCTEHTHOCTBIO PELIEenTOPOB K
AKTT, npun 3TOM Yalle BCTpeyaeTcs rnoKoKopTUKonaHaa HefocTaToyHoCTb. Jednumt MmHepanokopTMKonaos
Habnopaetcs B 10—15% cnyyaes. HeykpoTuMasi pBoTa 1 CHUXEHUE MACChbl Tena y Takux 60NbHbIX Yalle BCEro
06ycrnoBneHbl axanasvei Kapaum n He sIBRSTCS NPU3HAKOM HELOCTATOYHOCTU MUHEPANOKOPTUKOUIOB. YPOBHU Kanus,
HaTpus, akTMBHOCTWN peHnHa nnasmbl (APTT) n anbaoctepoHa B KpOBU — B HOpME. Takune nauneHTbl He Hy X JalTCs B
3aMecTuTeNbHOM Tepanumn MUHepPanoKopTUKonLamm.

O6blyHO XHH pa3smBaeTCs NOCTEMNEHHO HA NEPBOM-BTOPOM AECATUNETUM XN3HN HA OOHE OPYruX CUMNTOMOB, OOHAKO
MHoraa MoXeT MaHugecTMpoBaTb CaMOCTOATENbHO C pa3BUTUEM TAXENON rmnor IMKEMUN BNAOTb [0 KOMBbI.

HeBponorunyeckme nposiBneHus cuHapoma Tpex «A» MHOroobpasHbl, 06bI4HO Pa3BMBAKOTCS ropasfo No3xe ApYyrux
CVYMMTOMOB ¥ MPOrPECCHPYIOT MeLNEeHHO. TO MOTyT BbiTb CUHAPOM 6YNb60CNUHANBHOK aM1OTPOUK, MOTOCEHCOPHAS
NONUHEeMpoNaTMs, HUXHUIA CNacTUYECKUii napanapes, MO3XXe4koBasi aTakcus, TakXXe pacnpocTpaHeHa aedoopMaLns cTon
no Tuny ctonbl dpugperixa. M3 BeretatmBHbIX HAPYLWEHNUA — aHU30KOPWS, OTCYTCTBME UMM BSNOCTb 3PAYKOBbIX peakLuui,
opTocTatuyeckas rurnoToHUs ¢ 06MOpOKaMm, HapyLeHe CepaeyHoro puTMa, rnoruapos, runocanmeaums ¢ noteper
3ybos [21].

BonbHbIM ¢ NOf03peHMeM Ha cuHapom Onrpoysa cnenyeTt NPOBOANTb SHAOKPUHONOrMYECKOE U HEBPOIOrNYeCKoe
obcnenoBaHue, a Takxe npoby Lnpmepa Ha ypoBeHb cnesHoi npoaykumu. [1ns Bepudoukaumm gnarHo3a BaxeH aHanums
IOHK ¢ uccnenosaHvem reHa AAAS. Mpu noateepxaeHun obcnenyeTcst BCS CEMbS.

Cunapom Cmuta—Slemnu—Onuua — ayTOCOMHO-PELIECCUBHOE HACNEACTBEHHOE 3a60NeBaHWeE, BbI3BAHHOE AEPULIMTOM 7-
LernapoxonecTepuH-penykTasbl — oepMeHTa 3aKkItlouYMTeNbHOMo aTana nyTn 6MocnHTE3a XonecTepona, YTo NPUBOLMT K
CHUXEHWIO YPOBHS XONECTEPUHA C HAKOMNNEHNEM TOKCUYHOrO 7-AernapoxonectepmHa. YkasaHHble HapyLWweHNs Bbi3BaHbl
myTauueii rena DHCR7 (nokyc 11q12-13) [22].



MpenatanbHas Y 3W-gnarHoctuka nnoga ¢ cuHapomom Cmnta—Jlemnm—Onuua BoiSBASeT AechopMaumio NMLUEBOA YacTu
yepena (4awe BCero BONYbIO NaCTb), NOPOKM cepAua, rmnocnaamnio, NoNMAaKTUANIO U CUHAAKTUNNIO 2—3 NanbLeB Hor.

Mpw poXAEHUM BHEWHWUIA BUA LA XapaKTepnayeTcs Y3KuM BUPOHTaNbHLIM AUaMeTpoM, MTO30M, aHTUMOHTONIOUAHLIM
paspe3oM rnas v KOPoTKMM HOCOM CO BAABEHHO NEPEHOCULIEN 1 OTKPLITHIMY BRepes Ho3apsMu. PacnpocTpaHeHa
peTporHaTus. Yim 3a4acTyio HU3KO NOCaXEHHbIE U NMoBEPHYThIe k3aau. Les yacTo kopoTkas ¢ M36bITOYHON KOXEN Ha
3atblfike. Y HEKOTOpbIX NoAei XxapakTepHble N3MeHeHUs nnla MoryT ObiTh eflBa 3aMeTHLIMU, (DEHOTUMNMYECKME
0COBEHHOCTU MEHSIIOTCS C BO3PACTOM 1 Y B3POCHbIX NMOPOW CTAHOBATCS TPYAHOPA3IMYUMbIMU [23].

"mnoxonectepnHeMns NPUBOANT K AePMLNTY FOPMOHOB HaANo4YeyHNKoB ¢ passmtuem XHH. CHuxaeTcs kak
npeHaTanbHbIA, Tak ¥ NOCTHaTalbHbIA YPOBEHb TECTOCTEPOHA, YTO BEAET K (DOPMUPOBAHUIO XEHCKOro dpeHoTmna
Hapy>XHbIX FEHUTaNu NPU My>XckoM reHoTune. CHUXeHNe NPOoayKLUM SCTPOreHa SBnseTcs NPUYNHOM HA3KOMO YPOBHS
3CTpMona B CbIBOPOTKE KPOBM MATEPU, YTO MOXET BbITb 0B6HAPYXEHO NPU CKPUHWMHIE CO BTOPOrO TpUMecTpa
6epeMeHHOCTH.

[narHos obblYHO CTABUTCA HA OCHOBE FPynnbl XapakTepPHbIX KNMHUYECKMX NpM3HakoB. MNoaTeepXxnaeTt ero o4eHb HU3Kas
KOHLIEHTpaLMsi XONecTepuHa 1 BbLICOKUIA YPOBEHb 7-AErnapoxonectepuHa B nnasme nnm tkaHsax. CoobleHns o HU3KoM
YPOBHE X0fleCTepmHa NpU PasfnNyYHblX Cly4Yasix CeMEenHoro ayTnama no3BositoT NPeanonoXunTb, YTO CTEPUHOBLIN 0OMeEH
MOXET MMEeTb BaXXHoe 3HayeHue Ons Noarpynnbl NauneHToB ¢ AaHHbIM MOBEAEHYECKM CUHOPOMOM [24].

Cunapom IMAGe — HacnenCTBEHHOE ayTOCOMHO-LOMVHAHTHOe 3aboneBaHve, BbidaBaHHOEe MyTauuein reHa CDKN1C,
KapTmpoBaHHoro Ha 11-i xpomocome (11p15.4).

OkKoOH4aHne cTaTby YuTanTe B C/EAYOWEM HOMEPE.
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