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AHHOTaums

B KAMHMueckon npakTuke opdraHHble 3a60AeBaHUsI BCErAa CBsI3aHbl C OMPEAEAEHHBbIMM AMArHOCTUUECKUMM TPyAHOCTSIMU. CrHapom OAArpoBa
(Alacrimia, Achalasia, Adrenal insufficiency — AAAS) — peakoe ayTOCOMHO-peLecCHBHOE MYALTUCUCTEMHOE 3a00AeBaHUE, XapaKTepusyioLeecs
XPOHUYECKOM HAAMOYEYHUKOBOM HeAoCTaTouHOCTbIO (HH), arnakprmuent n axarasmenn Kapamm, NoAyumBLIEE HA3BaHUE CMHAPOMA TPOMHOTO A (Tpu-
naeta A). Hanboaee TsxKeAbIMI ero NMPOsSIBAGHUSIMU SIBASIOTCS! axaAasusi Kapaun 1 HH, KOTopble HacTo ONpeAeAsiioT TsxKeCTb TeueHust 3a60AeBaHMusl.
BOABIIMHCTBO MMEIOLIMXCS HAYUYHbBIX AQHHBIX MO MPOOAEME NMPEACTABAEHbI OMMCAHMEM OTAEAbHBIX KAMHMYECKUX CAYYaeB, a AedeHue noAbupaercs
MHAMBMAYAAbHO B COOTBETCTBUM C KOHKPETHBIMM MPOSIBAEHMSIMU 3a00AeBaHUsl. [TPOrHO3 B OCHOBHOM 3aBMCUT OT paHHENR AMArHOCTMKM CUHAPOMA.
YunTbiBasi PEAKOCTb M BbICOKYIO (DEHOTUMMYECKYIO FeTepOreHHOCTb, HEOOXOAMMO MOBbILLATL MH(POPMMPOBAHHOCTb BPAYel PasAUUHBIX CMeLIMAAbHO-
CTel Mo AAHHOMY CUHAPOMY, MPUMEHSITb MYABTUAMCLIMITAMHAPHbIM MOAXOA. B CTaTbe NPeACTaBAEH KAMHUYECKMI CAyYait naumeHTa 22 AeT C CUHAPO-
MoM OAAFPOBA C BbIPAXKEHHBIMM MPOSIBAEHMSIMM axaAazmu Kapann, HH, KAMHWUYECKM 3HAUMMBbIMU HEBPOAOTMUECKUMM HAPYLIEHUSIMM.
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Allgrove syndrome in endocrinology: Difficulties of diagnosis and treatment features. Case report
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Abstract

Allgrove syndrome is a rare autosomal recessive disorder characterized by the achalasia, alacrimia, adrenal insufficiency, which gave the
additional and more recognizable name of this pathology — “Triple-A syndrome”. The clinical presentation of classical signs and symptoms
of the syndrome is dependent on the age of the patient. Ophthalmological abnormalities are usually present at birth, whereas adrenal and
gastrointestinal abnormalities are apparent after six months to the first decade of life. Neurological dysfunction from the involvement of central
or autonomic nervous systems is also common with Allgrove syndrome observed during the adolescent period. Genetic analysis and detection
of the AAAS gene mutation is the main step in the diagnosis of the syndrome. The presented clinical case will demonstrate the difficulties in
making a diagnosis, choosing a treatment strategy for a patient with a long history of Allgrove syndrome.
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AKTyaAbHOCTB

Cunpgpom Omrposa, i tputviet A (Alacrimia, Achalasia,
Adrenal insufficiency - AAAS), — penkoe MynpTuCHCTEMHOE
ayTOCOMHO-peLecCHBHOe 3abo0jIeBaHMe, XapaKTepuayoleecs
XPOHMYECKOI HaJ[IIOYeYHMKOBO HemocratoyHocTbio (HH),

aylaKpyMueit, axanasuert kapauu [1] u 3adactyio accoummpy-
I0Il[eecs C pas3/MYHbIMU HEBPOTIOTMYECKMMI PAaCCTPOVICTBAMY
(HP), ammnorpodumeit. B Takmux ciaydasx BBIEISIOT CUHAPO-
Mbl 4A 1 5A, ofHaKO MHOT/A pedb UAeT JINIIb O CMHApOMe 2A —
AA-cunHppOoMe, BKIIOYAIOIIEM COYETaHME aNaKpUMUM C
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CASE REPORT

axaasyert Kapauy mubo ¢ HeOCTATOYHOCTBIO KOPBI HAAIIOYed-
HMKOB [1]. BosHUKHOBeHMe 3a60/1eBaHMs 00YC/IOBIEHO MY TaLiM-
eit B reHe AAAS, koropslii KogupyeT 6enok ALADIN [1, 2].

PacripocTpaHeHHOCTh paccMaTpUBaeMOil IIATONMOTMM  CO-
crasier <1/1 000 000. Ony6nmkoBano meHee 100 crydaes ¢
MOMeEHTa IepBOro ymoMmmHauus B 1978 r, xorga J. Allgrove n
coaBT. [1] ommcanmm 2 HecBsA3aHHBIE Mapbl CMOCOB C TUIIOKOP-
TUI[I3MOM M axasasyeil Kapauu — COCTOAHMEM, XapaKTepusy-
IOLMMCST 3afIePXKKOJ IIOCTYIUIEHMS INUIM B XKEMYAOK U pac-
IIMpeHNeM TPY[HOIO OTAe/la HMINeBOAA. Y 3 YeloBeK TaKoKe
BBIAB/ICHO HapYIIeHNUe C/Ie3HO MPOYKIIUN, B CBSA3Y C YeM y4e-
Hble IIPeAIOIOXKIIN, 4T0o KoMbuHauys HH, axanasun u anakpu-
MU IIPENCTAB/sieT cOO0il HACTEACTBEHHOEe PpaccTpoiicTBo [1].
B 60/bIIMHCTBE OMMCAHHBIX CIy4YaeB cuHApoMm Omirposa Ma-
HudecTUpyeT ¢ aTaKpuMmeit, KOrfa poauTeI OTMEYAl0T OTCYT-
cTBue cie3 pebeHka mpu mwiade. Mopgomorindeckoit 0CHOBOII
a/IaKpUMUN SABJIsAETCA aTpodusi (TMIOIUIA3Ns) CIIe3HBIX XKeTles.
OpHako B KauecTBe HarbojIee acTol MPUYMHBI OOpaIeHNs Po-
AUTeNelt 32 MEeAUIMHCKO MOMOIIBIO BBICTYIAET AUChArus Kak
pe3ynbTaT HeJOCTATOYHOI pelakcaluy HIDKHETo CUHKTepa
IMILEBOJA U TOTepy ero nepucranstuky [3, 4]. HH perucrpu-
pyoT y 85% ImaumeHTOB, OOBIYHO OHA Pa3BUBAETCA B MEPBOIL
JieKajie >KU3HM, pe>ke — BO BTOpoIt. ITpyu aToM dallle OIpeensior
HeuuNT ITTIOKOKOPTUKOMAOB, B TO BpeMst KaK feduumt MuHe-
PaJIOKOPTUKON/IOB GUKCUPYIOT uiib y 15% 6ompHBIX [3-5].
COOTBETCTBEHHO, KITACCUYECKYI0 TPUAJY MPU3HAKOB CUHAPOMA
OnrpoBa 06HAPY>KMBAIOT Y OO/BIIMHCTBA MALMEHTOB — IIPHU-
MepHO y 2/3, 3 cumnToma u3 3 Kaaccudeckux — y 1/3, 1 cum-
ITOM — MeHee 4eM y 10% dernoBex [6, 7].

PasHoob6pasnble kmHn4deckue npossnenus (KII) cuupgpo-
Ma accoLMMPOBaHbl C MyTalUAMHU B TeHe AAAS, pacIionoKeH-
HOM Ha JUIMHHOM Iulede xpomocoms! 12 (12q13.13) B6mmsn
KIacTepa reHoB keparmHa tuma II (puc. 1) [1, 2, 7, 8]. B ero
COCTaB BXOZAT 16 sk30HOB. IIponykT rena — 6enox ALADIN,
TaKoKe M3BECTHBIN KaK afipaKa/iH, COCTOUT U3 547 aMMHOKMC-
JIOT ¥ OTHOCKUTCS K CeMeJCTBY 0e/IKOB sIIEPHBIX 0P, 2 MMEH-
HO K 6enkam ¢ WD-noBTopamu (TpunrodaH-acrnaparnHoBoil
kucnoroit) [9-11]. WD-ToBTOpBI CBOJICTBEHHBI HMPOTEMHAM,
y4acTBYIOLIMM B peryasiumyu feieHus u puddepeHInpos-
Ke 3YKapPMOTHBIX KJIETOK, TPAHCKPUIIL[UI TE€HOB, MOAM(pUKA-
uuu MPHK, TpaHcMeMOpaHHOI Tepenade CUTHAIOB, CAVSTHUN
MeMmOpanubix Besukyn [12]. Hedexrer ALADIN mpusopsat
K HapylLIeHMIO sfepHOro uMMiopta 6emkos pemapauuu JHK
(amparakcuua u JHK-nmraser I) u Tspxenoit nemn ¢pepputuHa
(FTH1), yuacTBYIOLIMX B AIEPHOI 3aIMUTe OT OKUCTUTEIBHOTO
cTpecca [13, 14]. BosHukaromas B pe3ynbTaTe TUIIEPYyBCTBU-
TEIBHOCTD K OKUCTUTEIBHOMY CTPecCy MOXeT OObACHUTD I10-
CTelleHHOe MPOrpecCUpOBaHNe CUMIITOMOB TpoliiHOro A [15].
B mocrenyrolieM HEIOTHOLEHHOCTb CTPYKTYPbI HMPOAYKTa
aKcrpeccuu reHa AAAS NPUBOIUT K TSXKENIBIM HapYIIEHUAM
IIPAKTUYECKM BCEX XM3HEHHO BAXXHBIX IPOIECCOB B SAPOCO-
feprKalleit KJIeTKe, a MIMEHHO B KJIETKaX HAIIOYeYHUKOB, OpP-
TaHOB XeNTYJOYHO-KUIIEYHOTO TPAKTa, IMIoduU3e ¥ MO3)KeUKe,
TZie IPMBE/CHHBII TeH MMeeT MOBBIIEeHHYI0 aKcnpeccnio [15].
Myranyu B ree AAAS o6bsacusroT 90% cydaeB TPOIHOTO A,
a OCTaJ/IbHbIE C/IyYalt MOTYT OBITh YACTMYHO OOBSCHEHBI M3Me-
HeHVAMU B 2 HOBBbIX reHax — GMPPA u TRAPPC11, xoTopble
BBI3BIBAIOT «TPOVIHOI A-110ff06HBIIT» cuaapoM 6e3 HH [10, 16].

Kpome kmaccuueckoit Tpmambl cuMnToMoB cuHpapoMm On-
JITPOBa Y MHOIMX OOJIBHBIX COIPOBOX/AETCSA HMPOTrPecCUPYIO-
VMY JieTeHepaTUBHbIMY U KOTHUTUBHBIMM HP, BKmIOUatommm-
MM IMPaMMHBIN CHHAPOM, ABUraTe/bHbIEe U UYBCTBUTE/IbHbBIE
nepudepndeckne HeNPOIATNY, BereTarVBHbIE HAPYLICHVS,
6ymbOapHbIe paccTPONCTBA, aTPO(UI0 3PUTENPHOIO HepBa U
arakcuio [17, 18]. B ;mmreparype omucaHsl cydan mapesa Heba,
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Puc. 1. Cxema nposiBAeHuit MyTaunm B rene AAAS (12q13),
KOTOpbIit Koanpyet 6earok ALADIN.

Fig. 1. Scheme of mutation manifestations in the AAAS gene
(12q13), which encodes the ALADIN protein.

YTO SIBJISIETCS CTIECTBYEM JeTeHepalyy LeHTPaIbHBIX Hepo-
HOB [17, 18]. HP yaiiie BO3HMKAOT Ha MO3JIHUX STamax 3abose-
BaHVI U HOCAT IPOTPECCUPYIOLINIL XapaKTep, SB/ISSCh IABHBIM
KII y B3pocnbix ¢ curapomoM Ormrrposa [19-21]. B Hacrosmiee
BpeMsI IIPOBENIEHO HEJOCTATOYHOE YVCTIO MCCIEOBAHMI, IOCBS-
I[eHHBIX HEBPOJIOTMYECKMM HapYIIEHMsIM B JE€TCKOM BO3pacTe,
PaHHsIs AMATHOCTMKA U JIeYeHNe KOTOPBIX O3BO/ISIOT YAYYLINTD
KIMHIYeCKoe TedeHue 1 Mporuo3 sabomepanus [21]. Onucansl u
6onee penkue KII cunppoma OmirpoBa, Takme Kak Mukporeda-
JIsT, THyCaBasi pedb, MOfOLIBEHHBII U JIA[JOHHBIN TUIIEPKepPaTos,
HM3Kasi MIHepa/ibHast INIOTHOCTh (MII) KOCTHOI TKaHM 1 OCTe-
OIIOPO3, CKOIMO3, HUSKUIT POCT ¥ KCEPOCTOMMSA, CUHAPOM YIN-
HenHoro nnrepBana Q-T, gucimmgemust IIb tuma [9].

OnucaHMe KAMHU4ECKOro CAy4vas

IMaument C., 22 roga, 1999 roma poxgeHus, obpaTuicsa B
®OI'BY «HMMUIL sHpokpuHOMOTMM» C XanobaMy Ha BbIpa-
JKEHHYI0 MbllleyHylo cmabocte (MC), HOCTOSHHYI YycTa-
JIOCTb, 3TIM30/bI CHIDKEHNA apTepuanbHoro fasnenus (All) mo
70/40 MM PpT. CT., HEBO3MOXKHOCTb Habopa Maccel Tena (MT),
3aTPyAHEHVs PV IPOI/IATBIBAHNI TBEPOIL IINIIN.

V3 aHamHesa M3BECTHO, YTO PeOGEHOK POAWICSI B CPOK.
Ipn poxxpenun MT cocrasuna 3010 1, poct — 52 cM. [InarHo-
CTUPOBaHbI TUITOKCHYECKOe MOpaskeHNe IeHTPaIbHON HepBHOII
cucremsl (HC), runpouedanbhbit cuappoM. B epsblit rog xm3-
HM 06pallannch K 0QTalIbMOJIOTY II0 IOBOJY OTCYTCTBUS CII€3,
MIATOJIOTUY He BBLIBJICHO, PeKOMEHJOBAHO NMHAMIYECKOe Ha-
omonenne, mpoba Illnpmepa He nposenena. ITpyu BBexeHy mpu-
KOpMa y pefeHKa OTMeYay YacTble CPhIIMBAHMNA, @ TAKOKE PBOTY
cbefeHHOI nutett (o 40 pas B cyTKu). B cBs3M ¢ 9TMM MaTb4mK
Hayajl OTCTaBaTh B Pa3BUTUM, CTpeMUTeNbHO TepsATb MT. B 1 rox
3 Mec ponuTeny BIlepBble 3aMETI/II HAPYILIeH s TOXOAKY (CI10-
TBIKAHIE NI X0Ab0e), KoopanHanyu aBvokeHus. B 1 rog 8 mec
00C/IeOBaH B OTHEIEHNI HEBPOJIOTUY PaHHero Bospacta. [Iua-
THOCTMPOBAH CMelIaHHBII ITaparnapes ¢ aTaKTU4eCKUM CHHJPO-
Mom. HasHaueHa Hecrenmduyeckas Tepammsi.

C 2 1o 5 1eT MHOTOKPaTHO FOCIINTa/IN3MPOBAJICS B HEBPOJIO-
TUYecKye OTAeNIEeHNs, YCTAHABIMBAINCh Pas/IMIHbIE JMArHO3bI,
OfIHaKO TpoBoOfVMOe edeHne sddexra He mpuHecno. B 5 et
9 Mec B pe3y/IbTaTe PBOThI BO CHe IIepeHeC 3aTsDKHOI acIipariy-
OHHBIIT 6poHXUT. B x071€ 06C/Ie0BaHNS [UATHOCTUPOBAHBI ped-
JTIOKC-330(DarnT, axaaasus MUIIeBOfa 2-1 CTelleH!. BbImomHeHsI
Oy>XupoBaHIe NNIIeBOa, KapAuoToMust 1o leepy ¢ asodaro-
¢byHpommKanyeit. B Ty ke rocnmranmMs3anuio OCMOTpPEH TeHe-
THMKOM, Y KOTOPOTO He BO3HUKJIV ITOf{O3PEHNS HA TeHETIECKYIO
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Puc. 2. Maunent C., 22 roaa. Cunapom Oaarposa.
O6beKTHBHOE 06CAeAOBaHME.

Fig. 2. Patient S., 22 years old Allgrove syndrome. Objective
examination.

IPUPOJY JAHHBIX HapYIIEeHMIt, BBUY Yero CIeldUIecKnX Te-
cTupoBanmii He npoBopyn. [locne onepaTnBHOrO IE€YEHNA CO-
CTOSIHME YIy4LIN/IOCh, Hauan Habuparb MT, ogHako yepes rop
IPOU3OIUIO MOBTOPHOE YXYALIEHNUe, BO3OOHOB/IEHBI IPeXHIUE
cumrromsl. C 2008 1o 2018 . poputeny HEOTHOKPATHO 0Opala-
JIUCD 33 MEIVIIMHCKOJ IIOMOLIbIO, KOHCY/IBTMPOBATINCD B YIPEX-
IeHUsX 4-TO yPOBHsI, OFHAKO 3HAYMMOTO 3¢ peKTa He HaCTyNIu-
710. B 2019 . MaTh 1oC/Ie CAMOCTOATEIbHOTO M3Y4IeHNA Hay9HOI
JIMTEPATYPhI 3aII0R03pWIa Hanuue cuHapoma OJUIrposa, nocre
YEro Ma/IbdMKY BHIITOTHI/IY TEHETUYECKOE UCCIENOBAHME U TIOf-
TBepAMIM MyTauyio B rene AAAS (p.Ser263Pro, rs121918550).

B amperne 2020 . (8 21 rom) marmeHTa cramm 6€CIOKOUTH
BolpakeHHad MC, smsonst cayoxenns AJl fo 80/40 mm pr. cT.,
HOBBILIEHHAsA yTOM/IIeMOCTD. I1pu 06c/IejoBaHmM AMarHOCTUPO-
BaHa HH, HasHaueH mpenHn3onon 5 mr yrpom. Ha ¢one nprema
IIpelapara COCTOsHME He YIy4Ilanoch, COXPAaHAIACh CKIOHHOCTD
K runoronun (go 70/40 MM pT. CT.), HapacTana crabocTh, B CBsI-
3U C 4eM yBe/ueHa 1o31poBKa 1o 15 mr/cyT (10 Mr yTpoM, 5 Mr
BeYepoM), 3aTeM HasHadeH IuapoKopTu3oH (30 mr ytpom, 20 Mr
IHeM, 10 MI' Ha HOYb), MHMIIMVPOBaHa Tepamus (IyapoKOpTH-
30HOM 100 MKT, 3ateM — 150 MKr/cyT. Pesymbrarsl 06cenoBanus
or 30 mapra 2021 r. Ha oHe IpueMa Teparmit: afpeHOKOPTH-
KOTPOIIHBIT TOPMOH — 82,1 1r/mi (Bbllile HOPMBI), KOPTU3OMT —
406 HMOMB/1N, amaHMHaMIHOTpaHCcepasa — 108,32 (Bbiire HOp-
MbI), B 0011IeM aHa/13e Moy 06HapyxeHbl Gocdarsl.

B mae 2021 r. Buepsbie rocintanusuposad B OI'BY «HMUIL]
SHAOKpMHONOTMM». IIpy MOCTYIIeHUM COCTOsAHME MalyeHTa
YIOB/IETBOPUTEIBHOE, SMOLIMOHA/IBHO TTaOV/IBHBII, CTOBOOXOT-
JMBBI. BbIAB/IeHBI TUIIMYHBIE AMCMOpduYecKne OCOOEHHO-
CTH: JUIMHHOE TOHKOE JIMIIO, Y3KMe TyObl, UCKPMB/ICHHBI POT 1
penkue pecHuIIbI, ckonuos (puc. 2). IIpu ocMoTpe cromaronora
06Hapy)KeHbI 3yOHbIe aHOMa/lIUM: Kapyec, MapogOHTO3, IPEX-
IeBpeMeHHasl IIOTepsi 3y0OB, TUIONOHTHUA U JAeeKT sMami —
IpOSB/IEHNSI KCEPOCTOMUM KaK [OIOHUTEIBbHOIO IIpU3HAKa
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cunppoma Orrposa. [Ipu ocMoTpe odranbMonora AUarHocTu-
POBaHBI TOYEYHbIT KepaTUT (BEpPOATHO, OCIOKHEHME alaKpy-
MUM), ONITHYeCKasl HeIpONaTysl, aHTMOIATHs CeTYaTKIL.

Poct - 176 cm, MT - 42 kr, uagekc MT - 13,6 xkr/m?, Al -
70/40 MM. pT. cT. B xope rocimtamusanuu B ®PI'bY «HMMUL] an-
HTOKPMHOJIOIMM» MOATBEpX/AeHa xpoHndeckas HH (kopruson
YTPOM B IIa3Me KPOBM COCTaBWI 257,4 HMOJIB/JT), IIO JAHHBIM
KOMITBIOTEPHOI TOMOTrpadyy HaANOYEYHNKOB C KOHTPACT-
HBIM yCWIEHMEM BBbISB/IEHbl INPMU3HAKM T[MIOIIa3UyM 000MxX
Ha/INOYeYHMKOB. [IpyHNMasA BO BHUMaHNE COXPAHSIOMIYIOCA
TeHAeHIMIo K runoTonnu (60/40 MM pT. cT.) Ha HoHe mpuema
TUPOKOPTU30HA 60 MI, JKa/o0bl manueHTa Ha c1aboCTh IpH
006bIYHOI (HU3MUECKOIT HAarpy3Ke, BSUIOCTD, 3alI003PeHa HU3-
Kasl yCBOSEMOCTDb Tab/leTPOBaHHbIX (OPM IIpernaparos. B re-
YeHMe CTAlMOHAPHOTO MpeObIBaHNA NMPOBOAWIN BHYTPUBEH-
HOe BBEJieHME ITIOKOKOPTUKOCTEPOUMIOB, OJHAKO 3HAYMMOe
y/IydllleHle He HACTYIINIO, COXPAHSIIICh CITab0CTh U TeH/eH-
uusa k cHukeHuto AJl. IIpoBemeHa KoppeKuMsi MefMKaMeH-
TO3HOI! Tepanuy, yMeHbllIeHa JO3MPOBKA I'MAPOKOPTHU30HA JI0
30 mr/cyrt (15 mr — B 7:00-8:00, 10 mr — B 12:00, 5 mr - B 17:00),
00/IbHOI BHOBb IIepeBefieH Ha TabneTupoBaHHble GOPMBI I'i-
OPOKOPTU30HA, TEHAEHINMA K TMIIOTOHMM COXpaHs/Mach. Be-
POSITHO, amo6bl OOYC/IOB/IEHBI ACTEHMYECKMM CUHPOMOM,
mepunmrom MT u mMoTo-ceHcopHoit Heiiponarueit. Ha ¢one
MIPUBBIYHOTO INUTHEBOTO U COMEBOIO PEXMMA BBLABIEHO IIO-
BbILIIEHNe YPOBHA peHMHa 1o 103 MEn//, 4To KOCBEHHO CBUfie-
TEeIbCTBOBAJIO O MIUHEPATOKOPTUKOUIHOI HE[OCTAaTOYHOCTH.
OpHako y4nThIBasA IiefieBble TOKa3aTeNy 3/IeKTPOIITOB, OTCY T-
CTBUeE XKa/I06 Ha «TATY K COEHOMY», @ TAK)XKe OTEKOB, JO3MPOB-
Ka QIIypOKOPTU30HA OCTaBJIeHa pexHeit — 0,1 MT.

Ilo pesynbTaTaM INpPOBENEHHON DPEHTTEH/IEHCUTOMETPUU
BBIsABIIeHO cHIDKeHme MII xoctn B radus total mo -2,1 SD mo
S-xpureputo, MIT xoctu, L -L  =0,5 SD, femur neck = -0,9SD,
femur total = -0,1 SD, radius 33% = -1,5 SD, radus total = -2,1 SD
1o S-Kputepuio. JJaHHbIX, CBUAETENbCTBYIOIINX O HAPYILIEHUN
MUHEPaTbHOrO 00MeHa, He MO/y4eHO (mapaTypeongHbIil Top-
MOH, a/lIb0yMIH-CKOPPEKTUPOBaHHbIN KabLuit u Gpocdop Ha-
XOAWINCD B IIpefieNiax pedepeHCHOro guamnasoHa). Ilo mosoay
HOBBIIIEHHOI TPEBOXKHOCTY, IICUXO3MOLMOHAIBHOI TabWIb-
HOCTY [IOIOTHUTE/IbHO KOHCY/IBTMPOBAH IICUXOTEPAIeBTOM.
JIVarHOCTMPOBAHO TPEBOXHO-00CECCHBHOE PacCTpPOIICTBO,
MIpOTeKaIee ¢ HeIpPeCcCUBHBIMY, COMATOBETeTaTVBHBIMIA,
aCTeHNYeCKMMM IPOABIEHUAMY, UHUIIMMPOBAHO JIeUeHNe.

ITpuHMMas BO BHMMAaHMe aXaasuio NMIIEeBOJA, IIPOBefieHa
peHTreHorpadus ¢ GapyeM, BbIABIEHBI IPU3HAKM axXaslasuu
nuieBofa 1-it crenenn. ITo JaHHBIM 330 aroracTpofyofeHo-
CKOIMM OOHApy>KeHbl MPU3HAKM XPOHMYECKOTO 3PO3UBHOTO
pedrokc-a3odarura, HeitporeHHolt aspodaruu. IIpu ocmorpe
JIOp-BpadoM YCTaHOBJIEHA AUCHOHMsI FOTOCOBBIX CBsA30K. Ha-
npasned B OI'BY «HMUII xupyprum um. A.B. Bumnesckoro»,
OIHAKO B OIIePaTMBHOM JIEYEHI! YKA3aHHBIX M3MEHEHMIT OTKa-
3aHO 110 IIpUYMHE IPOXOAVMOCTY NNIIEBOAA U SKCTPEMATIbHO
nuskoit MT (uapexc MT = 13,6 xkr/m?).

O6cyxaeHne

ITpu BepieHMM MALMEHTOB C TAXKENONM CUCTEMHOI ITaTOMIOTH -
eil HeoO6XOIMMO PacCMATPUBATh OPTaHU3M OOIBHOTO KaK efu-
HO€ 1€/710€ 1 YINUThIBATh IIPOIHO3 BCEX BO3MOXKHbBIX OC/IOXKHE-
HuiL. B mpeicTaBIeHHOM KIMHMYECKOM CTydae KIaccudecKie
cuMnToMel cunipoma Omarpoa (amaxkpumus, axanasusa, HH,
HP) npucyrcrBoBamm y 601bHOrO C paHHEro BO3pacTa, OGHAKO
X HEBEpHaA TPaKTOBKa HE IIO3BOJIM/IA IIOCTABUTb AMATrHO3 B
6oJ1ee paHHNUE CPOKIL.

Knaccuyeckmit cumnroM amakpymuy (TUIONAKpUMMM) Ha-
Oz y TalyeHTa ¢ poXjieHus, ogHako mpo6by Illnpmepa He
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CASE REPORT

npoBogwin. 110 KOCBEHHBIM IpyM3HAKaM (AHOMaVMM PasBUTHS
3y60B C [JeTCKOrO BO3pacTa) TAKXKe MOXXHO OBUIO 3aI0O3PUTD
KCepOCTOMMUIO, YTO AB/IAETCS AOMOTHUTETbHBIM IIPU3HAKOM 3260-
neBaHMA. AXanasyio Kapfiyy, pasBUBIIYIOCS B IETCKOM BO3PAcTe,
paccMaTpuBa/mM Kak OTAeNbHYI0 marornormio. K ocobeHHOCTSIM
[AHHOTO MAIVeHTa OTHOCKIN HEFOCTATOYHOCTb PedIeKTOPHOTO
paccrmabeHNs HIDKHETo MMIeBOFHOTO CUHKTEpa ¥ OTCYTCTBME
pedeKTOPHOTO PACKpPBITUA Kapiuy IIpM DIOTaHmy [22-27].
VI3 CyijecTBYIOIMX BUJIOB JICYEHIISI aXa/Iasuyl Kapayy Hanboree
3¢ deKTUBHBIMM NIPU3HAHBI Oa/UIOHHAsA KapAMONVJIATALNSA, 9H-
JOCKOIIYECKOe MHTPaMypalbHOe BBeeHNE OOTYIMHUYECKOTO
TOKCHHa, KapamoMuotomyts 1o [e/iepy B pasnuaHbIx MopuuKa-
1usix [22-27],4ro n iposefeHo bonsHoMy. KoHcepBarnBHOE eve-
HIte 6/I0KaTOpPaMI Ka/IbLIeBbIX KaHA/IOB 11 HUTPATOB IIPU paccMa-
TPUBaeMOJ1 TTaTOJIOTUI He MIPUBEIO K CTAaTUCTUYECKY 3HAYMMbIM
pesy/braTaM, MOCKOIbKY IIpM HE3HAYUTETIbHOM pacciabieHnn
HIDKHETO IIUIEBOJHOTrO CPUHKTEPA OTMEYEHbI BBIPAKEHHbIE II0-
604HbIe 3¢ PEKTDI, TaKMe KaK IMIePTeHsNsI, <HUTPATHAsA» TOIOB-
Has 6071b, apuT™Mym [22-24]. OCHOBHBIM PEKOMEHOBAaHHbIM OIle-
PaTMBHBIM BMEIIATe/IbCTBOM UL HPERyIpeXaeHns peduiiokca
SIBJIIETCSL 930(haroKapAOMIOTOMISL C HETIONHOI (pyH/OIINKA-
LK€, KOTOpas COIVIACHO JAaHHBIM HEKOTOPBIX MCCIEfOBaHUII 110
3¢ deKTUBHOCTI NTPEBOCXOIAUT APYIUe OlepaTVBHbIC METOIVKI,
HO B CBSI3M C HEOOXOIMOCTBIO HAPKO32 I 13-32 TPABMATH3ALVN
TKaHel! IPYMEHSEeTCS TOIBKO Py Hea(p(heKTUBHOCTI MM HeBO3-
MO>XHOCTY TIPOBEfeHIsI MATIOMHBA3VBHBIX METORMK [22-27].
Tpermit nmpusHak tpurtera A - HH, xoTopslit 06bI9HO
BO3HMKAET IO3Ke APYTUX IPOSBIECHNII, B JACTHOCTI B II€PBOIL
HeKafe KU3HM, IOIPOCTKOBOM IIEpUOfie, PeIKO — BO B3POCIOM
Bo3pacte [28, 29]. [laHHas1 MaTONOIMsI pa3BUBAETCs BCIEHCTBIUE
PE3MCTEHTHOCTM HAJNIOYEYHMKOB K aJpEHOKOPTUKOTPOIIHO-
MY TOPMOHY, 4TO IIPUBOAMUT K OYeHb BBICOKVM €T0 YPOBHAM U
HM3KUM YPOBHAM KOPTHU30/Ia B ChIBOPOTKe KpoBH [28,29]. Kitac-
CUYECKMMH IIPOABTIEHMAMYU M3OMMPOBAHHON ITTIOKOKOPTUKO-
CTepOUFHON HEOCTATOYHOCTH SIB/ISIIOTCA CIAabOCTD, YCTAIOCTD,
60711 B XXIBOTE, @ TAK)KE [IPOrPeCCUPYIONIAs IMIePIUTMEH TS
u smm3onbl runormukemun [30]. Y maryeHTa Habmomamu Bce
yKa3aHHble TPU3HAKM 32 UCKIIOUEHMEM TIMIIepIIUTMEeHTAIVIM.
K pmpyrmM XapaKkTepHBIM CHMIITOMaM OTHOCAT BBIPaKEHHYIO
MC »n 6bicTpylo PU3MUECKYI0 YTOMIAEMOCTb. B nmmureparype
OIMCaHbI CIy4Yay MUHEPaJOKOPTUKOMTHON HefOCTaTOYHOCTU
(y 15% 60mbHBIX), CTTeROBaTebHO, Ha3HAYEHIE MIHEPAIOKOpP-
TUKOUJIOB IIPY HEYKPOTUMOI pBoTe U moTepe MT, cBA3aHHBIX
B GOJIBIIMHCTBE C/Iy4aeB MMEHHO C axajaasmeil Kapamu, Oymer
ou6ouHbM [30]. Hanbonee omacHbIMU COCTOSTHUSIMM TIPU He-
TOCTaTOYHOCTM KOPbI HAJIIOYEYHMKOB CUMTAIOTCA HEKOHTPO-
nupyeMasi TMIIOINMKeMusA 1 Huskue nmokasatemu AJl. Crepyer
OTMETUTD, 4TO KpaifHe BbICOKas BapyuabembHOCTb KII cuHApoMa
OnrpoBa fieflaeT AMArHOCTUKY HAHHOTO COCTOSIHUSA Cepbe3HON
Ipo6IeMol /I PAOBOTO Bpaya-KIMHUINCTA, B CBA3M C 4eM
Hamborlee BaXHBIM [AMATHOCTMYECKVMM METOJOM BBICTYIAET
reHeTH4eCKnil aHa/mm3. [Ipu aHanuse paHee OIMyOIMKOBAHHBIX
KIMHWYeCKUX PasbopoB MAI[eHTOB, CTPA/AIOIINX CUHIPOMOM
Onnrposa, oTMeyaeTcsl BHICOKAsA PACIPOCTPAaHEHHOCTb HEBPO-
JIOTMYECKMX TATO/IOTHIT, KOTOPBIE, OFHAKO, B OOIBIINHCTBE CIIy-
JaeB MaHM(ECTNPYIOT BO B3POCTIOM Bo3pacTe. PazHoo6pasHbIe
HeBPOJIOTMYeCKIe IIPOABICHNA, BKIIOYAONVEe AMUCHYHKIUIO
Kak LieHTPa/IbHOIL, TaK u nepudepudeckoit HC (ocobenHo aBTo-
HOMHOJ), KOTOpble HEBO3MOXKHO TPAaKTOBAaTh B PAMKaxX OIpefie-
JIEHHOV HEBPOIOTMYECKOI IIaTOIOT UM, ITO3BOJIAIOT 3aII003PUTh
cuHapom Omnrposa. Hanbonee yacTo oT™MedaeTcs HELOCTATOU-
HOCTb BereTatuBHON HC, 4TO KIMHIYECKN TPOABIACTCA IOCTY-
PasIbHON TUIIOTEH3NEN, APUTMIAMM, OTPULATENIBHON peaKIyen
3padka Ha CBET, HECTAOWIBHOCTBIO MOTOOTHENEHN, TUCHYHK-
1yelt B onoBoit chepe. YacTo HabmomaeTcs CyJOPOXKHBIN CUH-
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IPOM, OfHAKO CTOUT OTMETHUTD, YTO IIPUIIA/KI MOTYT He TOTIBKO
VIMETD SIINJICIITOT€HHOE HpOI/ICXO)KHeHI/Ie, HOU 6])IT]) CIIEOCTBUEM
TUIIOIIMKeMNUY Ha (pOHe HeZOoCTaTOoYHOCTN KopTusona [10, 31].
TakuMm 06pasoM, TSHKECTb COCTOSHUS MPUBENEHHOTO MallieHTa
cBssaHa ¢ BbipaxeHHbiMu KII axamasum xapamu u HH, uto B
LIe/IOM COOTBETCTBYET JAHHBIM /MTeparypsl. Heobxomumo Kak
MO>XHO paHbme KOMHCHCI/IPOBaTb HpO}IBTIeHI/IH Hp]/IBeHeHHbIX
CHUMIITOMOB C Lie/IbI0 YIy4IIEeHNs KadecTBa KXU3HU U asIbHeil-
IIETO TIPOTHO3a GOMBHOTO.

3akAoueHue

OpdanHble reHeTUYECKME CHHAPOMbI BCTPEYAIOTCs Kpail-
He pefKo, YTO 3aTPYAHSET MX AMATHOCTUKY U jedeHue. He-
CMOTpsL Ha 9TO KaX/[JOMY U3 IPAKTUKYIOLINX Bpadeil ClIefyer
HOMHUTbH 00 VX CYIeCTBOBAHMMU U II0 BO3MOXXHOCTHU PEKO-
MEHJ0BaTh eHeTHYeCKOe TeCTMPOBAHNE IIPYU HOLO3PEHNU Ha
nx Hamrave. ONMMCAHHBIN KIVHUYECKNIT CTydaii 607bHOTO C
curppomoM OJUIrpoBa HeMOHCTPUPYET HEOOXOAMMOCTD MEX-
AMCLUIUIMHAPHOTO MOfXofa. HecMOTpss Ha MHOrOYMCIEeHHbIE
HpOsiB/IeHNst 3a00/IeBaHNs OHYM PACCMATPUBATINCD KaK OTHENb-
Hble HapyLIEHVs, II09TOMY JiedeHre He ObIo 3¢ (eKTUBHBIM.
ITpu BemeHMM MALMEHTOB C TsDKENbIMU Op(aHHBIMU 3ab0re-
BaHMAMM BAXHO IPUAABATH 3HAYEHVE KAXKIOMY CUMIITOMY,
T.K. IIAHC CBOEBPEMEHHO 3aI0fjO3PUTh PeKOe TeHeTUYeCKoe
3a00/IeBaHe TOBBIIIAETCS, COOTBETCTBEHHO, IIIAHCHI Ha [OCTI-
JKeHIE KOMIIEHCALN YBeMIMBAIOTCA.

PackpbiTie MHTepecOoB. ABTOpBI AEKIAPUPYIOT OTCYT-
CTBIE ABHBIX ¥ IIOTEHLIMA/IbHBIX KOH(INKTOB MHTEPECOB, CBS-
3aHHBIX C ITyOIMKaIMell HACTOSIIel CTaTbH.
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Cnmcok cokpaueHui

AJl - aprepuanbHOe JaB/IeHNe
KII - xmHIYeckoe IposBIeHe
MII - MuHepanbHas NIOTHOCTD
MC - MbllIeyHas cnabocTh

MT - macca rena

HH - HapmovevHNKOBasA HETOCTATOYHOCTD
HP - HeBponoruyeckoe paccTpomcTBo

HC - HepBHasA cucrema
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